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Jur Lord! make of us Muslims, bawing to they {(will), and of sur prageny
a people Mustim, bowing to thy (will; and show ug cur places for the
elebration of (due) rites; and turn whte us {in merey): for thou art the
oft returning, most merciful { AlRugars 1283
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MessaGe form the OrGarmisation Commitiee

Dr. Shaikha 5, Al Arrayed

On Behalf of the ergamzing committes, + is my plessure to welcome you i the
kingdom of Bahrain, the pear| of the Bulf, af the beginning of the I &CC genetic
conferance ta be held i the Gulf,

What use o be scientific fantasy hog became reality, ond what uge to be fiction
has become fact in genetic progress in the last 20 years, Recently the Human
Genome Project hos revealed rew dimensions for diagnosis, treatmest and
prevention of aenefic dizarders. These new developments have contributed
significanty n controlling geretic diseases, Measures such as screening ond
counselng are becoming essentidl Tools of both public health and individual
medical core.

Genetic foctars cantribute to almost every commeon disease, which afflict the
auran being. Genetic diseases inglude Single Gene, Chromaosomal, Multi-facterial
ond Mizochondrial diserders. Bacause of these, considerable number of hirths is
affected with an essociored disability.

“hysicions need to understand genes and their interactions, n order Te manoge
and counzel pavients with commen dissrders such as Concer, Cardiovozcular
disense, Hypertension, Asthma, Diobetes, Rheumotoid Arthritis, Deofness,
Elayeoma, and many other disenses.

Therefore, integration of the new genstic knowledae into rootineg proctice i5
mandatory.  These new ways of diognosing und managing illress need +o be
incorporated “inte medical educotion for furure physiciane, and health care
personnel. A mulzidisciplinary team appreach including physicians ! nurses, sacial
workers, ond families of the affected persons is required fo manage potierts
with geretic disorder,

If we implement the rew geresic appraach, we would expect ta reduce |he
disability ond mortality coused by geretic disenses. We would be able fo
eliminate 50% of congenital abhermalities, ten percent af inherited disegees ond
2% of chromosomal dizorders, which can be treated ar prevented.
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Thiz conference will highlight some of the advances mode i the field of genetics
of comman genetic disenses. Our aim 13 T enrich The knowledge of physicions
and ather heolth professionals in this field, to enbonce owarenaess of genetic
diszoses and metheds of prevention, and highlight some of the recen?
discaveries made in the feld

Tn this conference, we are proud to gother distinguished Matieral  and
Thternational excertise ond scientists who hove heen invited 1o particsate and
chare with us their vast experience

Ome hundred and twerty seientific papers will be presented: severty popers Were
pssigned to Cral presemfation, while 90 popers wers assigned for poster
presentation.

This canference will be great oppertunity to be introduced 1o ench other, and
learn from each other experience. This will help ug to stard from where the
athers ended. Mo doubt it is a continsous learning process. We endeqvor to
establish a retwsrk af colloborotive instiutions which con leads us i the 21
century. For this peason, we ivwite Those interested 1o join as founding members
in establishing the GO genstic socety to ©il the apelication form, which will be
cvailoble ot the regisTration disk.

on the lost day, there will be special sesmon far the patients, famlies and
cotpmunity members te mest with the experts and discuss with rhem the lotest
krowledae cancerning the care and prevertion of genetic disorders,

On beha'f of the orgonizing committes, T would like to thank her highness
shaikia Sabike pint Ibrokim Al Khalifa for her kind gesture in accepling the
potronage of this conderence. This indicate her confinucus support and
encouragement of science and scientists in aur beloved country

T wauld alse like to thank the Munister of Heal<h, Dr Ehalil Bin Thrabam Hogson
far his supnart of the activity aiming at preventing and reducing the prevalence
of the genetic diszozes in The kingdam, os be has cleorly indicoted thot
contralling Sickle Cell Disense ig priority in his ngendu.

Fipally, my greotest debt goes to the sneakers ond all the parhicipants.

On Behalf of the oraonizing commttee T wish you 2 plegsant stay in Bahroin and
a productive mesting.
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Orqarusing Commytiee
m

+ Dr. Shaikha Al-Arrayed President

= FProf. Mohsan El-Hazmi Yice Presidant
» Dr. Faraug Al-Zurba Genersl Secrefary
« L. Fawzi Amin Membear

v Or. Tawfeeq Nasesb Member

o Or. Abdul Jabbar Al-&bbasi Mamber

« DOr, Faizal Al-Massir Member

= Dr. Amal Al-dawdar Member

o DOr Abdulla Esza Membar

« Ms Batool Al-Mohandis Membear

= Ms. Amina Abdulla Mamber

¢ M. Hamead Al-Hamed Mamber

Advisory Commitéee
ﬁ

Cr. Rafia Ghubbash

Or. Hassan Abdulla Fakbroo
Or, &bdul Aziz Yousuf Hamza
Or. Vigtar Bouljyenkoy

Dr. Maram AlJalakmeh

Acvisory Commttee
h

# Dr. Shaikha Al-Arrayed Hingdom ol Bahrain

v Or. Layla Bastaki State of Kuwait

# Dr. Ana Bint Rajan Syltanate of Cman

= [Or. Amina Al-Zeman State nf Catan

# [r Abdul Aziz Nabaz Kirgdem of Saudi Arabia
e [r Abdulla E A-Sharoef Kingdnm of Saudi Arsbia
= Dr. Jamal Abbas Ma'toog Kingdor of Saucdi Arabia
¢ Lr. Nabeal Al-Clahtani kingdom of Saudi Arahia
& Dr. Hajar Al-Hoozari Linite Arab Emiratos

14|



The Ist SO0 Sennbic Conference - Cenelit niedicine Bermfils for Al

Sub-Committees

Seiantific Committes

#—=:_

L

Media & Audiovisual Committee

Or. Shaikha Al-Arrayed
0. Mohser El-Hazmi
Or. Jaffar M. Al-Bareeq
Or. D.K. Shome

Ws. Batool Al-Mahandis
pir. Mebeal Al Maman
WM. Hassan Sanad

Dr. Raja Al-Yusuf

Mr. Nabeel Jassim

Chairman
Membar
Meamber
Member
hermoar
Member
hembear
Mermber
Mamkber

=_==-—===_=-_

Or. Faroug Al-Zurba
Ms. Beatly Popovich
Ms. Layla Hussain
Dr. Armani Al-Hajeri
M. Denzil Brown

Chairman
Wember
pamber
Member
M emibier
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Registration Committee

%

* s, Muyassar Sabri Membar
v Ms. Sumayya Amrullah Membsr
* Ms. Mariam Al Mirgza Mampers
= Ms Layla & Hashim Memhbers
» M5 Zainab Jassim Al Members
= [z Batool 5. Hassan Members

Public Relation & Social Committea

'=—=B==E

s Dr. Amal Al-Jowdar Chairgerson
« Mr. Hamed Al-Hamed Member
* Mr. Hussain Al-housaw Member

Community Seminars Coordinatars

_=_=_=B=__

= Dr. Fatima Neama Chairperson
= Dr Rehab Jafar A-Marzoog Mamber
= D Majat Mahd Member

Exhibition Committee & Paster

=—===Ee_

+ [is. Batty Popovich Chairperson
v M, Hussain Al-Mousawi Mamber
= s, Ebfisam Al-Arsyved Membsr
+ Mr Majeed Marhcon M ermaer
* Ms. Mazeema AlAraysg Membear



The Ist 880 Senetic Conference - Sanalic medicine Bernelvéis Lor All

Places of Interest

The lucation of the conference by itself iz cnjovable and relaking. Dhfferent sociul
progamines such as ours, sight scomg oto ars available.

PLACES OF INTEREST

Fhrs will be g feg Wadt fo Rehvain NMaviona§ Misgir Cleher towrs e fe armenied
by e arganiFnr conmvmittos. o maeke dhe mecessary drriHpernen pled s IO e
registration office iyvou wash fo v any of (he offoning places:

Bahradn Mariofial Miscum, Hare AN Chiran, Jobol AT Dablan, tree ol Lt Kige Faliad
Causeway. A Jasta Foove, Meriage Cenlee, Al dreen Widlie Park, Salwwin Fors,
Araal ot Borbar Terple, and more

Bahrain National Museum

Since 1988 riell colizciion of Bahrin's anesent urehosslemenl sl biooe beets on display
e purpese-ball Taloain Maeral Mosewe, The complex 5 situared in Manamea LBy
ieludes theghalls devoted to archacolemy ond ben halls depicimg the cullune smd Bledyie o
Subrams sevenl pre-ilosinnd ed Oin Waticsal Dav, 19935, asother ball waz egened. e
Matwral TTispdry TTall, focusing on e enviveament of Bahemn, Foremes! moong be exhibis o
the amctent hostory seetiom s oo oe o) bernd meaeed whech seas areported froo #a i o the
esaer gl reassencbled in the moscuim, Another featase is a0 tableaa which depicis wscemne
fram the Epic ol Cilpmmesk (mowhick melerenze o Botram s monde as ihe penuhise n?
Ul b b sevassima, noles o asleonems and historical Socuments and leiters
arceiibesd anea Documenis and Manoscapis Hall

Hing Fahad Causeway

Linking Bahraiz to Sand: Arsbez, this 15 ene of the mosl expensive sodpes o e sadd. The
Btz brnversesc Uimay Ma'san Teland; a wildlife suneiuary, and hallway soross the 25 ko
span i3 o facility aren und bonder crossing coasloms wone, compleie with o seatawcant which
proeneitlesTEfrashnent er weary travelors. For BT 2 anvanc can drive out to the foeility srea.

Bait Al-Cluran

Tl Fag Foonn the Waficnal BMuozcvm is Bait Al Quenn, one of the Daland's mos!] dislinehye preoces
i architecturs. and-kome o o Ture ::|_|,|¢:_:'_i_-:'|1' |:.ﬁ |-|||':r.l':: i gt} |.=:|"i_'|l:<__ l:l'irll:i and hionka, The
iy corpiviees e goles of mosquc, Tibrasy, noscae and stndy center. ALL zre welcome,
Put drogz endes should e obeerved v amvoms plemmng e visal tbe cenler

|1T-r
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Jabel AkDukhan

sutuated alprost st the center of e islaad, the Moontwin o Smoeke s e hiphest pomt of
Habrwm ol 137 meters. On o kot 0ad kunod day it iz swrounded bse a misty Tase, Froan odinsh il
gots its nache. With netberg s Uon g oo puor el shiees, the 2lumb can ensily be made, and
Lhe wiew 13 worth the offor. The sea on Bodh sides cae Te seen, ool e oo perssesiive ol the
entire cenirel bnsin, werth ity el wells, cccamens] neazia tress and 2and denes, can 2lao he seo

Tree of Life

Thez well-matures acsia mee it alere an the slbersise bermen deserl sbowd o klomeers
from Jebel Dukhan, s green lolisgs provides weloome shade amd 35 a popular picmic sgpol, b
= smree Al waler renms e Iy slqer_\-.'_

Al-Jasre Howpse

AT esaonple of nadibomal Balwen ackilestiore, Al cosra Howse, which was budlt shonly
afler e trm of the contury, 23 constructad of sypical lesal matenials such e comil, gypsomn,
T sl warivnes zarts el ohe pule e

Secral PreGramme

Day Time Free Tours

» Ham Al{Juraan
= Eabram Mazonal Mozoom
Sunday ; i [ o
iy — i
Oct. 5, 2003 L& 00 - 20:00  Soof Mall.
® Manna hall
“adi Mall

Tres af Lifc
Pelonlds" Facmorizs

Monday

a0y 20000 | or
. 3
Oct. 6, 200 s Hab-yl-Baheain

® The Tradtiomal Madoot

Cither doury eowfd be arranged m opordination with
e Fahlic Relations and Soeral Cormmitios,
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Svpports

= Suprame Council for Woman Banrain
o [finistry of Health
» Bshraip National Heraditary Anaemia Society

» The Exacutive Board of the Health Ministers Cawncil for
G0 Slates

s Morld Health Qrganisation
» Arabian Gulf University

» Bahrain Medical Saciaty

= Child Development Society

S Ponsors

» Hzhrair Telecommunications Company (Batelco)
- Gioldan Sponsar

= Gulf Air
- Difficial Carrier

* Manopen, Middie East and Morthern Africa
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T hemes a

Clinical Genetics §
Cyto Genetics

Molecular Genetics

Genetic Blood Disorders

Metabolic Disorders

bl R . R AR

Community Genetics
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Opering Ceremony
Sunday, b Octobers 2003

(8. 04
REGISTRATION

0, Ol
QOPENING CEREMONY

#

Recitation From the [Toly Quran

Opening | H.H. Shaikha Sabeeka bint [brahim Al-Khalifa
Remarks | Chairwoman of the Supreme Council for ‘Women

Opening | Dr. Shaikha Al Arrayed
Remarks | Chaiperson Cganising Committee

Speech by | H.E. Dr. Khalil Ebrahim Hassan
| Mlinister of Health

Speechby | H.E. Mr. Abdulla Hassan Saif
hiinister of Finance and National Economy
Prasiient — Bahirain Mational Hereditary Anagmia SoCicty

Speech by +H.E. Dr, Hussein A, Gezairy
Regional Director, WHO Eastern Mediterranean Region

Speech by | Dr. Vector Boulyjencove
| Drectar, Mon-Communicable Disease Programme, WHO

ﬁ

10:30 - 11:30
Receftion and OPering Exhibition

21
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Global Reach through Local Commitment

Baielio (Rahrain Toloommmmiczuens Compars) bzpesit af e curpesie costone

is 4 well-rooopaised prewidee o merkd clas By wennleing 25 a weon and combiiag oor

carnerrrications o te Aidicle Eust, sesources, we help businesscs sprameel im il o
Tlueugh aur kalling covpany, Buwloo iddle Lo facr, cur saie-elrhe.arr cumaniaicsrions lue:

fasr 5.0 GRECT in Boludn. we fave seLupa Toen ene of the key Lagtes inartraolng inrernaticl

e o Loaniznd VST EmE pRrlii CRMmPARIcs 121 harke, il instinadens, rrading comganiss and

sovctal by areas ol s wegion incladiag Sedi Fersip invesans B rhe Sl Eesr.

Arziz, Kuowein, [ondan aed Tzepr Ciod oo mioee on haw Bamclos can help wncose
Chur cluse wssociarian with Cable & Warcless 1 wurkd of apparunies sher you el ug e

belps us harmess isnenarionz| sopeniss For the baziress o U Bicdle B

T TR L e Wit o weba e wivabamt oot

s srcemoer Tne Madager, Susmes: Dwmeaer Cimpplsbrren, Boskn, B0 Say 19 Macamg, Kimgetas: af Schrain
g AL | A ALTED Tl (#8721 AASOTR, Fax: (772 #10FRER ek bosebco ifiicczm ch

E; =LI"+
Batelco
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GULF AIR'S NEW DINING INNOVATIONS

In alemonstracin of Gl Adr’s commulment fo
exgoeding  customer expectations and in ke the
iradition of Arabian fospiahte - and Guli As value
alfering - to the cestof the world in g unigee waw, the
aitline introduced 1t progmamme of on hoand deny
enhanvements on its Gighis belween fhes Gulf and
Landan, Paiis aad Frank furt on 01 February,

“Today, our geests fvine with Gulf Akr will Gl the
Lnest dining in the skics belween the Gulland Burope as
g oeendll of these enhaacements,” said Michael Een
Head of Tn fight Services, Culf Aar James Hogan
Prisicknt ChieT Execofive Culd Al

The process of enbiincernent. bepan when Guif Air intriodvees! s 1o flight Chet serviee v its
Fizel Cluss vubing on its Sahis baiwess he Gulf snd London Tast Beptember,  Only three
reenths afer e smbel launehof the In fighe clefs, Gubl Adr mitroduced mndeen e mers
whieh have raised the standazads of s n-Sight sulsing o now height=

“Tu achigve suchobigh standures, Gult Adr vsed 2 gualified chefé to desion and strociure 1
servics thmpghout cur cotering supplices in ¢ oworld aisling e i onler o ensene el the
products served ctmaimd meel the sxacting standards of *fyve stor servioe’,” said b Kent,

The nef Firsl Class menu, which was insoduced in December 2002, provides the Tn fuhi
chely with migterials and produec to Swilie the delivery of 2 madern contesnponsry desiim o
suppart ofthe maovalive service concept.

“Thie new menu inoour First Class cabin provides goests
wilh i food and hoverage experience tailosed spocitically
o e Chel delivery concepe” said Me Kenl,  “We
introduced  Galt Airs pew Amuse Bouchd, a pre-
ippetiser, whivh replaces the standend canepe service
offercd by most other aarlines noficst class. This is & very
mesbern veneept for che aisline industry und i3 noeally
only offered o lop end restaurants.™

The sclected cwisine fur the new menus combines
Maveurs rom produce taken from a lerge number of
Furopearn and Middle  Ezst regions, and has besn
sonstructed in & contemporry platinge soele.

Nichael Kert
Heoad ol bt Bervices Gulf Ai-

TWe enpanded the In TEERE chef scrvice and this new contemporary menu o our Paris ond
Priabctuet routzs this Febroney.  From April the service will be introdluced on Sinzzpore and
Haﬂ}-‘..!'h-llk ropies, prd B will 2lao be launched on mere Far Fasterd soufes: n M TOnEeS {0
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pogalar demad from our goests Lying with us  Now menus arc also being designed ool
this particilar seganedd of the itk ™ adued Mr kel

Favsiness and Foorony Class peests are alse enjoying u commpletely new premiun offcring os
g resyllof the endianoomenl g Fames.,

Ciull Abr' s hig changes tos dining service in ite Dusiness Cluss (ocindes an cight-ter servics
offering the dividnal selection wd plating ol 3 wide choice of dishes, 10 & prouuon sandce
arhich is s o heoeme the envy of mang arlines” st class offenngs, and, widnch is io Lacl 3
Fiist Clags service ina Busineas Clags cahin,

Cipeffor are cumapes and the nined exlensivs WAL CUUFse sclection over presenicd by Goll Adr,
comprising o sclection of hotor cold cnirees a5 will ue o 'light' chivice as well as a large
sclecbion of fresh [ruit, 8 choice of preminin chesses gombined wilh date pasle, lavosh bregd
and crndites s well us plated individual desserls, gremished ard samced o sivie

Teaclitiomal Ardian swesls, coffos und 1o, arc served st the end of the et and e aidine s
first cluss signamre Arabian collee and date cervies is now alsn sorved in Business Class:

sl service offerings are preseadod persovally snd ingdividually on 'First Clss’ standard
crockery, reinftreing our clam of & Larst Class dazing experienc: in Busipess Clus" axbebed
AT oz

A murher of exciting mew changes o Gulf far's Boonoos {lass servie includs (he maim
racal being pffered in two seoangs. The appet iscr mnd enlio arc press nicd to Lhe cuslomet 535
U Fivst dining sonese wow the dessert and teacnlios are presenied separately - ust hke inoa
feglalircL.

Thramgheut the dunwson of the hght the cabn ceivics conduets regula Tydration mas' while
Uz intraduction of & wnigue mevie et wvices pros ides acldakeoat eniovrnent 1o tue n-llight
erteriainment cxperenee. Add b 1his o cream being served mid-Mipht and o Al hot or
el snack prior arcival and voo Bave @ GiRing ZXpeILENCE TA ervil gy ackwer aivlines busingss
pffering. Guif &in's oodern conlenparary sl stvla sepviges pronvade continse iisTaction
b et ests and flighy alzadants engu ing servize 8 at hazd 10 maot every ncad
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List of Speakers
e e o R e SR

Abxdaliah 5. Daay Canads Mehdi Shala 5h. Panahi Iran
Abdulkanm Hamedi [ran richel Angistiniodis Cyprug
Ahrmed Aleyaszin Irsan Moesn AlSayed daud: Arabia
Ahrrad Teehn Saudi Aracia Mohasmed 5. Rashed Saudi Arakia
Aida Al Ageel Saudi Arabia Mohammed El Sawy Enyst

Al Hosani H Las Meharnrmad Maveed LIAE
Alexander Voevodin Kuwai Mohsen A F El-Hazmi SaudiArabis
Al Al=Banousi Saudl Arabia Maona C. El Ruby Egqypt

Amin El Agib Mohamed Szedifrabs Mostafa K. El Awady Egypt
Andrew £ Croizel Hunpary Moussa Alkhalsf Fuwal
Annda Esjah O Mabeesl Al Momean Eahrain
Afjurnand S, Warsy Saudi Arabia Madia A-Torki it
Arimifar Babak Iran Masema Aziz Bahrain
Behrnaz Savat [ran Magwa &, Meguid Egypt
Behnaz Farbakhsh I7an Majat Wahdi Eahrain
orain Meyer Sl fArakia Mawvid Almadani iran

0.0, Farled Iran Mevein Abou El-Soud Egyad

[as, S Manalla Eahraln 2N ®hatib EMRD
David Dennizon Saudi Arabla DHuzola Sokefun Migeria
Elera Samilchuk v | P. Dorakhshandeh-Peykar  Iran

Eman Farid Bahrain Pamefa Sarmil ran

Eral Eaysal LaE Farti Fouladi [ran
Farideh &khlanhi Iran Faul Giangrande LiF,

Fatima Megma Harhrain Rafia Ghubbash Eahrain
Ghalam Ali Mamouri Iran Rajagupal Kishnamoorhy  France
Hamza Eskandarni Saudi Arebia Rezh Al-Magnar it
Husssin Al Mukarog Balinair S Abedian Iran
JAndon URTIZBERES  France Sadiza Al Al-dwadi Fuwsezit
Laila A% Akbari F.ifewmit Samaher &1 Ahmed Saudi Arakia
M, Bourjavad Iran Zarita Agarwal Inma

hag:dy Gawish = Sawsan Abulhsasan K.irevais
Waha Abe-Henesd| Kt Shatkha & Arrayed P b i
Mahmeoud Talet: LiaE Simus Zeinali Iran
Mahnaz-Zeinalk fran T. Bhaima Bahrain
Mzkia Maralio s W, Kumar Eahrain
Mariam & Ghilaom Bahrair Wafas Evaid Saudi Arabia
Martiam Al Muila.Harmas Bahran Wlfgang Trauhwein Hanagan
Marios Kambouris Ha.ldi Arakia Ysbrang Poortman Swadan
Marwan Sbu-Halaweh  Auztralia Zewrar M.Mohga Egwpt
Maryam Massour Iran

%::_q
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TIME

Hours

Programme at a Glance
The 1° GCC Genetic Conference

SLNOAY
BE10¢ 2003

MOMDOAY
B 2003

TUESDAY
71100 2003

E |m—| |
=———= Ragistration P
-t Gelenlific Sderbie | Zaenkic Eciarer
= HalH Sagsiorn 4 T o Sumian 42 Suesicn 43
——— Dpening Coramony
230
100G Recaption | Coffee Broak
1030 o Eshibion & | Exnibifon & | Exhisifon2 | Exhibtion
Exhibition
11:00 Suerhic EETR Helareifia sclenlii
1130 e Spescn R JHeselby T Seszion 14 | Heagion 15,
12:00 Clenary Session Coffer Braak
1230 HelarkT Hie i Scierlifiz | Fdealific
1400 SEEEnn & Sapgin & Besmon 15 Segeiar 17
13:30

PRAYER | LUNCH

Aciariiis
Saeaian |-Sassien

?

viarlshop

Bkl Do

Soenlifie
Se=on

{[t] 11

soankfc

SeErinp

FRAYER I LUNETH

Workshog:
Sr=anre 46
Carmiu iy Seminar
Ch Devalng, Saciety

Fremantal eursa!
B. b 1LA Saciey

Communiiy Semirar

Semlan 14

From Time
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CWW&%]{?S

Sunday - October 5§, 2003

15: 00 - 17:00

Premarital Counseling Workshop

Do, Bhaikba Al-Arcaved
[r, Sameers Al-Samafi
FProf. Moksin EL Flaeni

Monday - October &, 2003

15:30-17:30
Birth Defect Workshop

0. Shaikha Al-Araved
Frof Andresw T Creizel

Prof, Ysbrand Poortain

» Registration for the atending the workshop is required
al the Registeation Mk

" Repisration Foo tor kach workshop - BD. 16000

1
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Sunday - October 5, 2003

=mession 1

Flenary Session

Chairman Dr. Shaikha Al-Amaved
Coa-Chalrman Mrs. Batool Al Muliandis
! 11:30 Gangte Pragramme in GCC |
O Tawleeg Khooja GOC Execoove Office
14:85 Eastem Maditarrangan Approsch to Genetic
2 Diseases, prmary cravention & aonirol
Dr. OM Khatth—= EVIRD
12:20 Genetic Disorders mong Arabs |
Dy Alienad Said Teehi - Sandt Arabig
' 3 a5 Decling Fends in the incidence of sickla coll disease
s among Bahrain newboms
M Shaillo Al Agcaved - Bahram

[ #3:10-13:30 | Panel Giscussion |

13:30-1530 PRAYER and LUNCH

Ll
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Sunday - October 5, 2003

Sessipn 2 Hall 1

Community Genetics

Chairman D -fomals &
| Co-Chairman D A Jabhar

HH Brinces Al-dawharsAl-Eprahim, Wife of HH tha
15:30 Custodian of the Two Holy Mosques Cantra for
Molecular WMedicinge, genetc & Inharited Disegses
I, Kafia Ghubhash

National Congenital Abnarmality Registry (NCAR) in
L the LIAE
| De. AL Hosani H— UAK

16:40 Pharmacogenstics and Phamagoganamics
3 Perspectives towards individualized drug therapy™
R. Krishnamonrthy — France
| Orphan Diseases in Omar, Value of the Data ]
1630 | ; o e
Collecton and Frospects for prevention.
D, Anma Rajab - Chiman
P “National Fregram for the Prevention of B-
: Thalessemia in |ren

[ Kirpns deimnah - Tren

|I 16:50 - 17:00__| Panel Discussion |

19:30 DIKNMER

¥
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Sunday - October 5, 2003

SEs=ion 3 Halk 2

Community Genetics

Chairman Mrof, Melsen B! Haeni
Co-Chainman Dr. Aswant Sheraf

| & framewerk for Ethics in relation o community

i gengtics in |slemic countries
Praf Moh=on Bl Hazmm — Saud Aralug
15:50 Frimary prevention of some congenial abnormalitiss, |
Prof Andrew E Cziezel - Thangasy
AN altiiudes of Madizal Persanrel to Ethical 5548 i1
; lran 5
I 130 Fachud = fran
| 1620 Multifactonal Dizorders in Saud) Arabia
Prof Arnumand 5, Warsy - Sandi Arabia
1680 The Eurcpsan network on Epidemiclogy of rare
: | discrdars

| D Yshramd Poortman Sweden

| 18:50 - 17.00 |F‘ane!_l3i_s_:;l._m__s_inn |

19:30 DINMER

ad
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Monday - October &, 2003

Sossion 4 Hall -1

Matahalic Disordars

Chairman 1, Hejar Al-Huzani
Co-Chairman Dre. Mocon Al Soved

[Spectrum of Inborn Erar of meanalism in Saud
Arabiz |
| D Moeen Al Saved  Bavdi Arabia

| 0E: 30

| [Clirical Azclication of Tandem Mass Specirometry,
08 50 Ten Years of Diagnosis and Screening for Inhsrited
| | Wetabolic Diseazes
| Dy Mohd & Rashid - Sauds Arabea

I TED Genetic malabolic discrdars of Saudi Arazia |
[ D Asda Al Agqeel — Seodi Arshia

| — Mnherited metacolc disorders in the unitsd Arab
s | Emirates
| Dr. Mehamed Tuleb - LALC

| p9:60 - 10:00 | Panel Discussion '

10:00 — 10:30 GUOFFEE BEREAK

3z
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Wonday - October 6, 2003

Sossion 5 Hall 2

Community Genetics

Chairman D, Ysorand Moartman
| Co-Chairman 1. Ghazi Al-Mahrons

i Mational Genatc Blood discrder projest student
: screening [1958-2003)
Chr. Shankha Al Arraved  Bahiin
= 08:45 Evaluaton of the Mational Neonatzl screshing
= : pregrarm n UAE, analysis of eight years experence |
Dr Al Hosani I TAE
04:00 The GCC genetic disease ragisiry i
Dr Al Al sancesi Sawdi Arshoa
T | The international genstc allances of parents snd
: patients organization
P, Y ebrand Peortman — Swaden
I:hailangesui:ur Mew Genomizs: YWhat is the Human
09:30 Genoma Project, and what challengss is it pasing on
haalth systema?

| Dr. Nacema Aziz

|_ 09:45 - 1000 | Panel Discussion |

10:00 - 10;30 COFFEE BREAK

a5
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Monday - October 6, 2003

Session 6 Hall 4

Cyto & Clinical Genetics

| Chairman D |avia Bastaki
| Co-Chairman Lir. Falitia Neama

Panhypopitutrism, Cranial Dysmoarphis,
10:30 Hypogonadism ang Mental Retardabion: A new
syndrams _

M Sadika Al Al Awadi  Kawart

Three Bahrainis families with Ratinitis Figmentosa,
10:50 Atawma, Neuropathy, Cerebellar hypoplasia, Mlestal
Retardgtion. and hypegenadotrophic nypogonadism |

| Dor: Fatima Neama - Babunin

Trisomy b as the sale cylogenatic aznomality in |
1110 infartila precursor B cell acute wmahoblastic
|lzukasmia |

| Dr. Movssa Al Khalal— Kuvwait

| Cytogenetic and Hematolag:c Investigation of Severa '

11:30 Chemical Inuries Exposed to Mustard Gas during
| Iran-lraq Conflict
| br. Mehdi Shafa - Iran

[ 11.50-12.00 | Panel Discussion i

12:00 —12:30 COFFEE BREAK
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Monday - October 6, 2003

Session T Hall 2

Mew Techniques and Services

Chaimman Cir. Ahmad Lochi
Co-Chairman I Magema Aziz

The Pawwer of Microelsctronics mests Molesular
Biclogy and sets & new Slandard of Acouracy
M Wollrang Trantszin

1030

10:50 The Center for Arab Ganomic Studies [GAGE) |
r Malunooud Taleh AL Al - LUAE

Hereditary Blood diseases Eradicaion in Saud
Arabia
Mrx TTuda Al Mansoue

11:10

11:30

Rapid Dtection and ldentificstion of ©. Jejuni and G,
Colifarm Chicken Sample by Real Tims PCR
I, AL Halavawh Mangan

11:50 - 12:00 | Panel Discussion |

12:00 - 12:30 COFFEE BREAK

28
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Monday - October 6, 2003

Session B Hall' 1

Molecular Genetics

Chairman N koshuunoorths
Co-Chairman  Dr. Baysal ks

Localizgtion of the gene for a Novel Adtosomal
Recassiva Meuromusculzr Disesase featuring
remulaus and Myodonic Dystonia with MR whits
matter Alerations

O M, Kambousis — Sandi Aralbia

‘ 12:30

“Mutational analysiz of common single Gane
Disarders in Kuwail
I3r. Clena Samlchuk  Kuwait

==
£ 12:45

| 13:00 Tiolecular Basis of @ Thalassemia in the Uritad Aran |
| : {Emirates _
|DI. Bayaal k- UAE

= vsak [&lpha 2 paly adenyiated signal mutation in Bahrain, & |
, : genciype/phenolyps correlation =9
| Mr, Maheel Al Mamen - Bahuan

[Mitation catection and prenatal diagncsis of patients |
with Cystic Fibross {CF) in Irar
| De. ' Derakhshandeh-Povkar - Lian

| 13:30

[ 13:45—14:00 | Panel Disoussion |

i4:00-15:30 PRAYER and LUNCH

|3-EI
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Monday - October 8, 2002

Session 9 Hall 2
Medical Genetics

|Chairman 1. Famong Al-Fuiba
L Co-Chairman  Dr A, Hadi Khali

L 1230 | Medical genetics: A phyzician spproach. Saudi Arzbia
| D, Adda Al Aqee] - Saudi Ambia

, 12.45 Alpha Thalassemia genstypa in ran |
Dr. Behnar Zarkakbsh — [z

{aifu Rare Clinical Presentation of Ethyimalonic
' Adipicaciduria
e Naveed M - [ran

1315 dominant hyaline body m yopathy (HEM) in a large
| Saudi tamily. |
| Dr Krain Mlyur

" Malecular Characterization of & novel autcenmal

Pregrancy Outtomes in Wamen with Pragasialional
Liabetas Comparsd with the Giestatiors| Diabetic

|_ 13:30
|_ Mothers
' Dr. Fandek akblaghi - Egvpl

| 13:45- 1400 | Panel Discussion '

1400-1530 PRAYER and LUNCH

40
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Monday - Dctober &, 2003

Sessian 10 Hall 1

Molacular Genetics

| Chairman De. Moz Bakhiet
| Co-Chainman e W, Kamhousis

ims and Coectves in creaticn of Matonal Molecular |

, T ' medicing netwaerk in (a0 =3]
(D Sireus Yemali - bran
B Fanes pramotes growtn and supvival of human first
' trimester forebrain astrocylas |
. Maiz Bakhict — Bahram
1610 [Study of folic acid pathway genas alteration 25 |
| : aternal risk factor of down synoroms = |
| D1 Al Alevasin - b
[ Localization of genes for a nove! diseass |
16:30 characterized by ntastingl lymphangiecta gig to BpZ1-
3 .22 and 13q14.2-21.1
[r. M Kambonns  Saudi Arabua
' e Molecular genstic: of mid formis of sickle cell disessa |
| h | in Batirain =2
Thr Al Memen M Nabegl — Bahram
[ 16:50-17:00 |Panal Disc ussion |

41



The is¢ &8¢ Genelic Conlerence - Senslic Medlicsne Beneliés Lo A

Monday - October 6, 2003

Session 11 Hall 2

Medical Genotics

Chairman 3. Amin Bl Agib
Co-Chainman D, as N5

[ Willizrns Syndrome in Kuwait: & Si0dy of Fhenatypa-
15:30 Geholype Corelation Using Malecular Cylogenstics
Technigue |
v, Sawsan Abn Alhassan - Byl
Anatomical and developmental study of congenital
1580 Anomalies of Nervous system in fetus and newbam in
: Zeinah Universty Hospital in Mashad fom 2091-
| 2002, |
. M Poupavad  Tnm
e | Fourier transformed infrared speciroscopy iftinas a
B - diagnioss toal in Syetinuriz
< | D Daz M5 - Bahrgin
|.-5.n Investigaton cn chromosomal abnormaltics and
16:30 PAysiolagical sludy of mentally retarded male childraq
[in Tanran
| [ Behnoe Davat — Lian
| {4k A new Arab kindred with bvo cases of imbrpevis
| : Nypoplasia in Kiwait
Dol Riorls Al Mugoar - Kywait
[ 16:50 — 17:00 | Panel Discussion il
12: 30 DINMER

42
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Tuesday — October 7, 2003

Sesslon 12 Hall 1

Community Ganetics

| Chairman Dy Anumand Warsi
|'L':1:--E hairman D, Tawloeg Nascch

| i [&n oulline for commiinity genatic services for the guif |

| - the Saugi experencs ==
| Prof Mohsen Fl Hazni - Seudi Amabia

| 0350 "ond alliance for the prevendon of birh dafects |
| Frot * shaund Pouitman - Swoaen

r —r T Student soreaning project: The management of =

3 | scngel campalgn

e, Maniam Al Mulls Behraio

| ot:an [Bahrain Birth Defect Regisiry =
D, Shanlchia Al-Arrayed - Balan

[ Ha:s0—10:00 | Panel Disgussion i

10:00 - 10:30 GCOFFEE BREAK

|-i‘3-
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Tuesday - October 7, 2003

Session 13 Hall 2

Community Genetics

Chairman Dr. Amna Rajab
Co-Chairman 13 Reda Al

08:30 Fscho-social aspect and zchool perfanmance far
: children with sickle cell disaase in Hafaof and sudan
Br Armim Bl Apib - Sendi Aabia

Hematopoietic Stem Cell Transplantation for Inhentad
Diseasas in the Eultanate of Oman
Dir. Davidd Dhernmiznn - Chmen

| 0B:45

| 0%:00 hianifeztation of sickle cell diseass in Bahrain |
D ITusazim Al Mukareg - Buhrain

'Bshrain
{ 1 Najal Mahds — Babiram

| o | Endocrine complication of B Thalassemia maor in —|

Spectrum of beta giobin gene mMutstions in wast of
__|lran bordering Turkey, Irag |
[ Dz, P. Fonladi

0%:30

| 08:45—10:00 _ Panel Discussion |

10000 - 10:30 COFFEE BREAK
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Tuesday — October 7, 2003

Session 14 Hall 1

Dysmorphology

Chairman D .0 Ehalil
Go-Chairman 13, Fanwel Amcen

[Cisteopathia Striata with cranial sclerosiz: A Brief
clinical report on a Bedouin gir ,
D Rezk Al Magmar - Kimwail

| 10:30

Erimary amenorhea, infantile uisrug, Alopscia. |
10:45 Diabates melitus, Intracranial calciflication in o
sisbars: O new syndromie
'O, Lanla Bastaki — Buwait

Eoxiopralinuna: miochemical obseryations and case
report
(e Mubammed Noveed - UAF

| 11200

= | Scraaning for Hypertraphic Candiomys patty Impact of
i1:15 Neonatal size on Cardiac dimensions and functions in
Infants of diabetic melhers |
D Wefa Evard - Saodi Arabia

114230

- 2 n =, =
Becessive Rownow syndrome with addidonal
femturas I|
Oy, Mahammed Mavesd LAk

[ Tias- 12:00 | Panel Discussion =

1200 —12:30 COFFEE BREAK

| 45
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Tuesday — October 7, 2003

Sesslon 15 Hall 2

Molecular

. Chainman Chr. Aada Al Aqeel
| Go-Chairman  Dr Faisal Al Nassor

Movel Mutabons underly ng Meshrogenic Diacetes
Insipidus (M
Dr Carrall P Seudi Arahia

10:30

WMaolecular Studies on HbH disaase  the United Aran
Emirate _
[, Baysal B - LAE

10:4%5

Correlation of a novel perforin Gene deletion mutation
and Flowcytametric detection af Perorinir an Cmani
patent with Familial Semaphagasytc
Lymphohisticcytosis, Implication for rapid diagnosis
D, Diavad Denmescsy Orman

11:00

The allzle frequency of ST14{0XA552) i1 hemophiliz /&
and normal population in lran
Lir Azimila: Babal — tean

11:18

| Deletion analysis and prenatal diagnosis in Iranian
spinal Muscular atrophy patients type 1-11
I, P Demalchshandoh-PeyXar - Iman

| 11:45—12:00 [Panel Discussion |

12:00-12:30 COFFEE BREAK

11:30

L 15
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Tuesday — October 7, 2003

Session- 16 Halt 1

Community Genetics

Chairman Prot Arjuinond Warsy
Co-Chairman Drr. Einan Tazid
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Haemaophilia

Faul Giangrande
Ciioed | lncmophilis Centre (1R

Hacmupkilin provides un eseellont sxzmpie o] hew an vndrrsamlng of the genetic hasis ob o
disgnse con ofler the prospoct of loalticnt ond sven @ cure for v serouz ccodilion

Tecmephy A s e X-linkes congenital dusonler of coagulano, whinactorized by deficieney
af Dot WTTT far 250 i the Bleed The moleeuins saas s mow well unglerslid and Tumry
vt of Daempiclia are 1he Somsncies al 4 myer sion 10 e L i thi fackos WL paie

Tha kallreaes af 2evepe neenaphilia is pecnrent £nd sporiapgeis Hlecdmg o soniits which
e sesailt o diszbling aririns, Dlesbing e museles s seft ssues sl s secn fegently

Tn fha ghsstce of cffesmve reetnens, saovivl vl adelesesncs in anusuzl and 3 shewd be
et i mnind el the Woild Foderstion of Tacmophihe estiates thuy Twe (hirds ol peopa
wich hwerwphilia in tae world =0l reeerve ne neatment uball Aloat 1552 i plicets with
Euenphilia A develeg ickiviory antdadics Cougalelion Taclor gonvenlialos wers RE
developed m U carfy 197075 hase ane mude fresn paoled plsprn and antortumtely ooy
hawnetiliaes wers mlvtad with bepahtis aidior HIV. Recmanbinant ociors VT and 1 are
aun available bit sie expensives Transgene anmuls have ben develeped which efTer the
prospeat of soodaction of peicntally snlontal guantice wf proging 21 lew ves, and fre o

b pathopens. Sescarzh iz el diresicd b produe of racduled] mesloonlos, wath s
Speoumybie priopeiics eg, lomper haltlle o sedused muaogericity Clmienl Inals of geng
biegapry ave |_1::.'_.54:|_1'n-.'.|::|.’|.1.'. v spesLaping resdlis
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Trisomy % as the sole cytogenstic abnommality in infantile precursor-B cell
acute mphoblastic leukemia

Maoussa Alkhalaf*; Rajas Marouf **; Balah AlFHumeoud**; Mona H.A. Burhamah***
*Desartinents. ol Wechemsizy, **Pathology, Faculty of Mebome, Kuowml Universty:
*APedinbric Hermataleoy Tt AdBabmh, ##600E Pediaric Heasita®, Sosesi

Criogenctic analysis of bl celsn pedizine scute Tenghoblasse Teubenis (ALLY kus Led 1o
the recopmition of apzgitic doncandon clincesmal sbnomalities of prognestic vl We
deserita: o 2 rmomih-ulk: by wath precursor-Bocell (rceurser-i-ALLY mowhese Ioukemic
vell: ooy 3 (+33 was the undy cyingenehc gboommulity. The wisomy 5 was identified b (-
hanlmg 45 well a5 by Hocrescent in situ hvbeidization (F 1810 wich specitle shromossme S
probe This patient s the poomgest (o be repored with wsiony 5 as the saile cvlopeneie
npzwrmidily moALL, The eviceenctic abcisibon e thos puitens was identificd at dizgieosis aml
bediore the meatmaent initinlion, whensss the somy § descibed e the other cises s s seem ol o
delivedt slege of the discass and after pocnds of fniensve chemotherapy. The progoacsric
trapoutanc: of the nsomy 5 m pediine-ALL will be discusscd.
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A Microdeleiion of 22q11.2 in a Mosaic Form in a Patient with Unusual
Prasentation

Kb Al-Torki, 8.J Abuthasan, AA-AdwaY, &8 Al-fwadi
Wopvald Belea! Geretics Coare

We noport an @ 3 Fears rvain male child w ith unusual clinenl presenzanon [T has wmivd
rarorpime feares inoa foom of eyeephaly, Ragn hresd Forehead, dovenslanting palecbral
fissures, aonnl, cugd fow T addin, be bes ephapent nlrcaia, Iracheo-esoptiapsel st
CGE L cem@ztnl e deleul (CHLDY, cpilepsy wnd  ouid developmental deluy. The
molerutm evegemetic analysis (FLEHechRigue cevenled prscnos of 8 moso forn ol
deletioa 2201 12 reguon 1 a satis ol TR o Faaf normel kacvolype
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Usleopathia Striata with Granial Sclerosis: A Brief Clinical Report on a Bedouin
il

Rezk L. Al-Nagpar, Sadika &, Al-fwadi, Maha M, Abuhenodi Lails &, Bastaki
Ewaait Medicol ienede Center (2000

Objeative: Vs repor deeribes o case of Osteapathia Stiatn wath Crarial Selemsis (050595
14 Dot airh This pulen: ki gue koo ledse 1 the first e be ceprrted o KRG heowing
light o ibe clinical and radiolowcn] ndings Methosds € ol exami natica, skeleln sapver,
ezchecanlopnphy, hrgscacgranhy and chromesomal sudy Tesullss Clhmenl examinasion o
ig Tl "_'pL'Il:I'F'l"l.'L cranalicinl |_‘|'|.'\-|]'-;_'||'|_.|'|iq._ featines ny _|_||_'|_'|'b OVCTRITG 1ol the oramiedueial
sancs, developmenal dela. hearing imporment, conpenital heant 1V SD0end repaed ek s
ul serrwcea. Radiologal J'ld]l'l"E irzirzad nekest ossilicetion and selasis ol the base of the
skull et metaphy seal widening ol the long Joncs with lines sirigtons. Conclsian I e
leve reparted cases ol OSC% gl over the sl This cuse gould be il Fonm of the
sritiirs vath dominant Inhertance aoed the (st case Lo be dewrbed in :f.n-r_-..i

L
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Endocrinal Deficits In Down syndrome patients due to Hypozincemia

Rerk LAFMagnar, Sadlka A Al-Gwadi, Mejal & Al-Aweadi
Faraual Wledica] Genehc Conter

i mosl cerenon emdooinal delieirs in Dewn syedroms (D5]) are ol and supchnical
trpetbyraidiam. Laoe deficiensy has boea Jewme o Immped @rotwt e and ImOTe ICAPOD.
[tiis study aimns b cvalusie B role ol #iee deficisncy in twrend & pitwitery Mnctions m T35
atienls aller wing supplemsataion. An Imverse sericlation has becn found Between 151 lovels
ned sine valves o hvpoanenic pulients botors therapy (P—-i 05 Higher TEH levels
i=4.2rlufLy in ATH ol cases A dpnificant differsoce mo GIT S1GL - lowels heiwvcen
lyppowinecaiic md nedanazineene paticnls (F=<0.001 foa hotky hes Pt foumd A significun!
rensciation el impuzred fhyeed Ninction and UTT and ane defigicney, (F=al05) There
was mn ampravemen: i fereid Dmetion aller sine supplemcnlation, s e recommiend #me
therapy in bypeeinesme DS pariants,
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Acrodysostosis in a Kuwaiti boy: brief clinical report.

Rest LAl Naggal. Sadika A, Al-Awadi, Samir &, Madi. Laila A Bastak,
kvt Bedical Crenetic 4 lenier

Chjcztives: This repor. deseribez 2 Kuwaiti boy wath gerodysostosis This Swserder is
chizaviesoed by shot nnse, open me uh, prognathizv aod shor kondstes, Mothods el
ceamination, sheletal survey, coclincanliogmphy, clirasenograply and chromesomal analvsis
vere CErriod ol Resulis Onemammination e Bad short stolore mainky sceomelic ! the aimes
il arasl sheww tmgens sign. Tle ad also o charasteriznie faces wiil brosddlal nasal br coc sl
nose Wit wplermed mestnls, corgental heod und mental reaalaton, Badiegraphic
enamoaticn showed aoreelin, cope-shaped gpiplyses of bies of handsaffoot and soolinss of
thorzeohnber spane. Cl-brain scan revenled mald ventriculemepaly  wmd benin ntroply.
Lumaiugion Dur padienl could be o typieal case of sendysosiosiz with aatogonca] dominart
el of b e
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A new Arsb Kindred with two cases of Limb/Pelvis hypoplasia {Al-AwadifRaas-
Rothschild) syndroma in Kinsait

Rerk L. a-Maggar, Sadika & Al &wadi, Maha M. Abu-hened|, Amal Al-adhwani,
Sawsan J Abi-alkassan, Laila A Bastaki,
Lsihtion: Byl bledical Genese Uerter

Phis stiedy deseribes bwe pow cases with limbipeives hypoplasiaTaey bl interzalary Lol
rletion defects, bepopiaste pelvie bores s oozl facial Fatopes. Clitical exyrrnriiog.
‘l]\.ﬁl.l:-{-\.l.l STV, I:?::..'l.ﬂl.'-m'll'li"l_:ﬂﬂ'-fl"_". and |_q_'|-;'\.|'.||,'\q-.,-;_.|'_'|"\:|_ E_'|'|,.;'|:_'|-'~|I'-'rrq-|] |.\."l_'.]'|.'|"_1l’{l|¢'!!'i ARETG CHITINE
g The o casss bl presposineisl groodh delay.The facial Tealuzes neluded cappilay
Temsgiomu, sparsehrown ki sheet nose, dysplaste eans el retrograthiy Severe and
permrnethe Ly pedugtivn dnomaly. phul lusielitoral enlurjgment have been e, Thie es bl
bivlaaced, £ 1. 3% patemel] orzgrn el Pl otk cose Bied A0, KX wamyolype. Conclusion Tl
cases <harc in compnon severe pelvie hypoplosi, syonnctric limb R oand recessave
ihcritanes uml ahseace of premstass cemiomee senarmion. wheh cxclude Kot S
Pl
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Wolleot-Rallison Syndrome in a Bedouin Boy: A Case Report

Marafie MJ. Redha kA&, Al-Nagaar BL
Eoawwail bledival Chenele Center

Woleolt Eallison synerome (WIS, WM 2269800 15 o rare mibcsnma] secessive dhsonier,
presenting maiely  with mlmey  oosed insulin-dependinl diabetes mellitez,  spondylo
coipbyseu-metuphyscel  dysplasia,  nsleopercsts and  shot satarse Other  odditional
manfessatins have been frequently reported sueh as microcephaly, mental cetardation,
serauris. Bepatic and ronal insceomay, cendic-vasoular almoomalities, new(ropente, skin and
reefh chumpes, Chremosemal abaormaliies were alio T inosome paticnts The gene
CWFZARZ cacestiong, tansliion maiedon facte: 2-alpla Kinese 3, localed on chmainosame
AL, was postulated to bethe candidate geme Bor WRS To date, | cases from diverse sthiie
Fanmilies Dove Smen deseribed mothe Jikeratace, & ol which were from 3 corEanEiecs arab
Framilies, |ere we roport & 7 vear-old hedonn by itk dhe frpical clinissl and Tinduoboicul
phenorypes of WHRE s kurvotype was A63Y There were pesther aberration invalving
corommesprie 13 or Zoand poiber deletien or umiporental disoemy of cheomesems O, This
srndronte gkl be oadersingoosed in e poealition o srgb perimaela; poasitly Qo fo euzly
degln af dighetic ifants and e espresion of iz full phenost e

Rerwords Wirlsod Tl syndrome: necnatal dibhotes: skele ol syaplasiy
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Weissanbacher-Zweymuller Syndrome in a Kuwaiti boy: a Brief Clinical Report

taha B Abu-Henedl, Rezk L. Al Maggar, Laila A Bastaki, Sadika A, Al-Awad,
Kol Medical Geretiz Cenlen

[he wesssenbaeher-£ weymualier syndrome 15 4 compenital necmatal hiecmelic dwarlise
maeper seal widering of dw leng Tenes and verlehral cormad elells. The svodrore bas oo
Lyzrred togelin with Beekior and Massnzl = ndromes, wnd has been called the nealal form
OF rickler syrdromwe We neport o 2 term female mfant berm lo & nonoensi i B nealhy
paresis. She hwd a chizoanelic ahorlening of (e wpper vl Tower linba with a body length
helena 3nd centile,  $hc alar had micio-remegathia,  olef paie, bemayd Fwchewd,
bpperie o am, epienathiz Lol profoudicg cves, depressed nasad bridge, conacmiil heart, (S0
% ASTH and endarged big oints Hmbolemenl findings trctudad sheet fommom and huosern Witk
widening of the metahvses of the long hones wol soronzl clufting af the sertebae. Bundis
exarringon, bearing secssmen and chremsonal aealveis were normoel Our cese eould
ropreserl o Fpicyl planotype oF WA arid considercd as the bt ease o be reporicd 10
aECLIET

Go
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Molecular Cytogenedic Study of Cases with Short Stature

Magwa A, [Meguid - Mahmaud & Dardin 4 A-MLFayek M. Hammad 5.; Afteya H.
I'ef. Human Genetics end Head D Resespeh an Childies with Special Mocds, Malienal
Research Cenirs, v,

Aminng 150 eases wth shurl stature and delaves puberty ceformal o lhe eatpationt clinie of
Hational Research Contre, durng cwo vears pevinl we selected 25 Fvphen guls with
phenciype far mere seversly affectcd lbim espocted o Tiomes svndremc. Dintally, (he
karyolype i seme sases was Dcught to be 45, X with g chromosomne morker However
eemination with IISHE probes showed 14 sehicoss with 45, X408, X 030 knryestupe, Seven
silperis with A6, Moo () komyowpe: 2 byt weth 13, B karveovpe; and 2 subjoects with
A5, XX kmyolype. Tiny ciog X wus present in % onses, und inactivelion wes provved Ty
rclecular eviouenetie techriques. The clinseal pictire of cases wath mng 30 chomosome
ineludaes mentel retardation in # puents (e pon-veslal 14, 1ends 1o he lower (g the verhal
Lif T end lzaring dhsabiliy in 3 cases [rvsmerphic Teatunes are found n 3 cases and Qb
avnvalieg m 3 aases,

Chur resuli showed Pl the severs che alwpe wos present o the cuses wth tiny oo (80
chromasanes suggestiag mutatin m the X ehrormsime mactivation gty gnd (hat the
izl of ficee vmgs o nmeivate wis responisible for he severe phenotvpes. Wo vl
the advert ol gim bybidiznion with cheamose pecific DA uobes in dentifyine small
simnralty shawomeal chromasames

o
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Isclation ol the C-terminal region of a novel tumor supprassar gene

hinstafa ¥, EI Awady*, Wael T. El Garf. tarwa | Khalil, Khalda S Amr, Khalsd A,
Abdel Aziz, Moha G. EI-Din
Drepuntmcat of Bromesdin! Tazhnology, Bluteral Reseurch Ueic Thakda, Linpl

Solubie eg antizen TS0 ol 3 homatobiam s Teca assocnales w il iercased vrutllial ecl]
]-.|.|'| rfcran-_m_ yod h 5.-| ol CHPrCREOT |,u il L‘:‘.-..... sl bl Ivs detenmine AETe enlved in SLEA
indaced shirndazion of umottelinl salls, JE2 pell were atimuln.ed with SFA for 26 mud 96
bias Totdl ecllulor 9MA was csolateal wnd analyzod by diffeontial display techinigque. A
xi.-.niﬁ-:u.uh' i fepulaten elINA after S0 1 expesore o SEA, was cloned and sequencs el
e ebtnived sequense wis Tnd Doemolopges e F Cobi and % Hesnect Delta-2 socanitengyl
purcchosphate s fonse (EPTE, Bl without hemotugy oo the published himan genome
drafi Using primcrs derpvest Fro The shtaings seuencs, 4.2 Fragmen) of the same s (1590 D)
wirs obtained ypon amplticaton of aceemic DA Trom human 'Fh|.1rI|ILI.I leukoy e
Furthermore, RT-PCK snalvas was performed on 15 ditferenl lzeoss of diverse elilopics,
{hr reslts demonsion el hat selatee abundaree of speolic KRNA © o this pene was saduced 1o
all ruriors el Te turther confon the idemtuy of this ransept, e "I".I-T":"‘i Irugmits
frem Cuee ponnal B Ussees (bladder, livee and maniliocy sinus) wess segacne ead
Alignment oo uroan geiomms daly e o well ns puar alignment with 3 key crEvmes i
mevolunyle pathway resallal inono Romiog witht any ol ke roported. segienees Ta
coclisioln, we Buve igolated and churecterized she Cdemmnal reglon of @ ||II|H ive lL:r1uL
zynaresser aeme that is believes o e a mamber al The moy '.'Il.flfl"ll.\. pulinvesy. a tinding wipch
pirves the way for mory sl wlics cn bl role of Bis pathweny (o s alisnares

A

Al

H
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Williams Syndrome in Kuwait: A Study of Phenotype-Genolypa Correlation
Using Molecular Cytogenetics Tachnbiue

Abuthasan S, Al-Daboos R A-Turky M. Ak-Steegi W Abdulrasoal M. A-Sdwanl &
Abbweadi 5.

Fameml Medieel Ceneties Centee

Willms svndrome {WS) iz a developmental disonder oTecting vaseular and connective tasme
and seitial wervens svsiemn Ty svndrome is delineated as & injerodeletom of 7o 11 23 remen
m aervizygows form Fleonseomee mositn bebndiamondUIEH 2 o vacfil techaigue e The
Sagmeas of all merodeletica syndromes that woald ethersise be dillieoll o diapnos vang
standard cyingorelics lools e nemwri 15 sperndie eases with and withoar typical Williuns
syndrome feawees usng Blastin genc ToewsBEL N chromesome 791123 a3 &2 molectla
evtogenetios st OV R0 olanty (e eorrelation bemnzen (e phernsiypee mme he eushn
logus. Cyiopenetics analysis was pocfonned asoa complimeniory slady to exclude any other
abberation s The pareniel ommn ol he paients were sdicd Five oof of lNeen pebernis
(3340 were found o Lave a submicoseopic delelioo o) he elustin gene Iocus(Tgl 1230 Onhe
rew s will b chsvuss, o eoncluzion, FISE tochniqe wilh sombined wilh conventional
chremosore Banding analvai s vas
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Panhypopututrism, Craniofaclal Dysmorphia Hypegenadism and Mental
Retardation: & New Syndrome

Sadika & Al-Awadi, Kamal Kamel Maguig, Lalla Ali akbar bastaki
Eouenit Woadical Genebics Ceanine

W reper onoa Knwmn mele with ecagemte] wlsaenes of pilatory i, eraniotuoinl
Lyp=annnphiz, FLA, end hepogonadism Lnrly asscsament ol hursnoal profile cevealed pan-
Trpopitaiman, liv free tyresso end tvieid sumolaling Sweemencs, undelestit:le: prolacin
responie, and deficiensy of ACTH & Corbisol, koew sorem LH & FEIT sl geovath Rormmme
deficierey. Belb lestostomne atd Pnilreterosterone (201 werc o, Mluonehc mesananes
imagning sy ahowed absence of e anerior lobe of the pircitary glaod, win'c i pituiary
sl was nocrnal, Thers was peneriiioed bran stiophy Chremuosonial smudy was 46, K5
F15H atudy skowed undetestoble desletivon TTarmonz| eplaszmant therapy slarted warky, which
modlificd the phenotype of the probmd, Seeching o e leratoe, Tandon dysmushology
Jatemase umd POSSTR cevealsd That 1hese combinations of ancmalies bod med been reporied
previcis v and TCRCosenlnE v (87 SV Rdrooms.

I“:.L'}"I-?I.Il'l:]:" Aanchiar abseoce of pitaitary, -F,unh-l-l-._-.l-\.irn 111 =m. '|'|_:.'F||_:;__l|_|'_|.-n.|.i‘-t||. cramcizvul
tyanniphiz, bentol raladiadion,

73



The Ist 800 Serelic Confereante - Genelbie Mmed1cine Bermelits Ler All

Fatal Diagnosis: In High Risk Couples of b-Thalassemia

Agarwal 5 Gupta UR and Gupta &
SIS Lecknowy India

Ubjechives: Thalaszomia is the cimmenest smgle zene disorder & i widely disnsaal @
Azt Iing with average provaloace e of 4% & wila o kigh prevalenes among Sindlis
Pamjakis, (iretis & Beogels, Provenben & coctiol of Tota tolessemoe disease peeds
ucgurale diagnesis of canicrs snd propn gemehe counseling. Method! pronata’ Qagesas on
I performed m the st or second wimester of srepnemey by DMNA molysis wsing polvmerase
ehain reaction (PCIY i there re 17 mutecions besides rase ones cansing bein tholissema
U Asun lndions che polot mutation Zelechun by reverse det bBlot oallele  spowil
aligmmisleatide (AR by bordiesiion for common aurarong aloog wilh ARMS lecanique was
veveloped 52 onc go for presatal diapnesas, Mulemal comtamination oF Tetal TPIA swies vl
out by waciabile oumber of mdem repeal [YNTR) aaalvais wsing Apeeld <le Hesults: Using
Lol echmiques (ROE & ARMS) we woene able o oller complete dizgrosiz 00 37 pegriansiios
with [0 ansey, 00 meleoular aaalvei= 19
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Mutation Anralysis of Common Single Geneg Disorders in Buwait

Samilchuk E., Al fwadi 3.
Fowanl Bedien Geretres Conler

To wgentfy mutatioos anderieing commen simgle gone desorders o kacant, DA samples
1rern [l wih ﬂlt"l’j-lx_:'k'\ﬂlll i (PR B al prsenhu Wi CEhA A cvslie [ilioss
(CF D ineluding congenital hilateral abaarec of vas defercns (CHA VTH, a3 wall as from GoED
ceicent male Kwwaths beve feen siodisd usimg PCED BULE. Deleraduples noaly s, and
DA secpuemcing The Telloieg pathopeos aoddatons ad - pofpmmplizm base Boen
tdentified:

PR 166nIl Lg-=a in 3.6%, K300 m 15.4%, TVHSn 5+ n 15 43, [VREEnl 521 m
FLA%, Gsafadeit: o T A%, and TAIEZ-TVS20t], PIRIT. REEE. TIEAT cach in 380 of
PR chromosomes,

EbdA dclorion of the SR Gocons T & B zenc e 2l BhA Famihics: deletion of the SATP
Cennn 30 e I B A% of BhA vrpe Lamd oo 205 of Sh4A feoe -1 fomidies

CF delaTain o 1& A, SWIIEEE o [0 4%, T2V a0 B 3% il oo 3 1%, 55490
B A%, and the SI2EL o A 2% of CF chremmosomes. The novel C128E mutabon produces o
severe plinicnl phemstpe,

CRAVTY deltaFS08 in [a0M, TWER-ET I 35 3% of CRANT -:hr.-.u*-m.-l'u:.-s

[FAPL-LY 35301 m T2 EJ“':,..;.»,E---*.-!- m T4 2%, 1005 G-=Anm 1%, 143 T2+ m 1 4% ol
CARTLdefimaent Knsaiti malas

(T polvimarphizm in the promoder ol te UDPG 0T pee (A T allele 12 presenl m S0 of
CralFin deledess Ko mea e [dd. 3% lyeti sk RN PHTFEEH B ek 15.7% hon AR -:'||||-:

Mutatons have also heon dentified for single familics wilk Tay- Sacls discase, carbonic
arnhredease I alelaeney, TITOCE aoed T
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TG

Orphan Diseases in Oman. Value of the Data Gollection and Prospects for
Pravention

Anna Rajab
Cienedis oed Dhsiners Ther, THATTA . BAOTT, Saltanade of O

The cevolutem o M I_H;._I'_r;l_':l-:_‘-L:'_l.- bs allereal -.:||r|'l||-rell-.|_':. “hie ||||||E1'-:|.:|'.n.‘|.i|||.|_ ol wenctic
dizcase and the peactice of owr peefession The favorzble socic-aconomic developnznt in
Oman in the pass 25 years hos been translales e superior bewdth come serviees A mleclicons
tsnses amd onlnotrinm disappeaed, geneiie diseases pew oot for an mneceasiag
proporion of desth, handicap and disabaliy, Hare o “orphon’ disssses, delined a5 Lhese
eflechog Fewer thon 199 of people. Chver & TEED rove cophun dhsenses bove heen doconentad
wills the geneta Bz o noany now well andersbood. Genetde testing for arphan discascs has
oot been songidered eactical Sevause of the muoky Por crphon disenzes 55 largely ool svalabls
aainly Tezing restieied e sescared leboratores wocking oo the invelved gene or discase. The
moal 12 v develop tesang fos oophun Srsenses Lhe curmen, expenence hos demorsinled De
watlue el vellnbure b hebveeans oovesearch o clinieioes o coamelliog vephan discasc (ranctic
digeass rematrazion i The Sultanote of Cmoan bad provided the evidence el orphun doseses
e ke ZI:I.-:'Ij'R.:{ coninbufors o mmeal el I"I".'“il.:il shestln lives T he G Iy iz al :||::||.'.-||
ahincases and D panspocts of Tir provection dizcussed. Ao iopocaet chalonge for che vears
to come 15 the !'||::F|_'r_:-p-:|'|..e1I:-:_'|:||_'-.g:~ ab LELE igm-:*.ll-:: mlbirmeben o dsease |n|.-.l.--.1|||i-:'-|1_ 1he
|'||||::.:|r||r:'|I||' Irl'!'i.'iil\.'ﬂl |Iir IIIIIIIiI\.: .'h.:il'llll.
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Experlence in Cytogenatic Unit in Zagazig University - Egypt

Fewrar M. Mohgs | Abdel Mapoud Nashwa © Zidan A, Amal Fl Sebacy Azza, El Said
Falheya
Canical Potholegy Deotment, Facalis of Medicine,

Sis hundred puticots setemed ooy nzcaclic trit at Zepazig Universty foc hirnmosaanal
e atvais Do the peiod of 1997 10 2002 wee the material of our soady. They were 280 (47
L chinisally sugpeoied ooses complatming ol Uiy and Door syndminics mamifestaiions,
2301 (37 %o vunpics cornplaining of sepesbed hibin glurtinns and 100 (17%) Tenkerme and
Tt cuneer Sallenls

[he aim of (he present work b=t dzeal e percent of chromesomal gbocemalibes and o
ditferemtice trows of 2xnenmalities m hass cuses Comvenlinl evtogenslic studies in the oo
of Cr-bondivp, siater shiematin sialy and DR ta s were performaed m s slucly

b reenlls rescaled il chnomasemal abnomalities wis detentet in (2% af sigpacled down
and lurier cases, 5 % of couvle vased mnd 3h b ol Lenkenrus wnd cancer cased Sex
chromogsomes abacrmueliicg was detocted i aant ol the cases, twner bemg 1.7 aind
Elientiiler 0.3 % will one e of stresunal ghoeonality of ¥ dliramasorics filp klhe
uleenmal sbmrmalines sepresent 90 %5 ol the cases, Mon gyndome wes the highes
perceyie of numer sl coses while siruetiral nhrearealifies repesenl 5 %ol these c3328
Hupnerical shoumatities were detested in IT.3% oF all coscs, % wn i eouples, 233 Fon
suspooted down and lungs guses and 155 i Terkemie and camees cascs Saspocted caswes of
domg aad tumer syndromoes cepresenl the aghuest perver of purnesical abranmaliies
bl st s wens detostod w7 el el eases, 35 i snapeches Taneramd down
cyges (04 i couple cazes, 3% in levksmia wiibe 11 wvas B e Lo SATeT s,

14 comwslusion, con stidy sepncacct me el ey ineeneis prialveia e appliiceion of FLSH
jecliniaue for proer comnceling



The It 888 Genelic Conference - Eenefic Med)itine Beme[its Lo Al

The Role of Vitamin © in Amelioration of Potaseium Bromate Effect on
Chromeosomeas in Albing Rats

Mandy Gavish
Depanment ol Listology, Feeally of Mediciog, Zapasg U versly, Egypt

Petassum bromaee is known 1o be an exidizing agent that is used oo only us o foed addilive,
wnindy i the leenil-meking proces: bt alse as o gevtralizo i thoglvcate corlnming hair
curiing sel. JUis alan weerd i1 cosmstize aod s g bov-picabact o water disnlecton by ceonmiwon,
1 hirly healthy aduli maie albrou ruts were wsed in (s study amnng o Svestignte the effeor of
e ezul adiminisinien of fotesonm bromate on chromesomes ma o ovalobe Ihe Tule of
vilantin C a5 an antioxidant, The aninials wee lassificd suunlly inte thres proupa (1, 2 & 31,
Thusse ol 16 Fivst proup served as corimol. The amimals of the sceond group recavel 30 mpke
LT of emiamuam: todesated dose) of polasgum broase arally onee dialy Tor & menths, ke
ks of B e groeup roccived sotssiom boeone 22 50 The ssoond PRI TV W W
wih virare O o e dose ol 20 mg omally deuble thorapen e dosel Cyligensic study of he
b marrew cells of the admals teatad by polassivn Imemnte showel snly marked
chromesumy: aborrations whieh wewe ~alistically | ighly significanl when aompared with
those of the conmel grnp, Admimizration of viamin € copeemitanty will potassiun
brcwvale revzaled rarked imypioverment of fw chromosomal  aberrations hich  vwers
stutiztieally hughly sigaifican when compured with those frealed by pormssiom bromate e

e epuelusicn, shremie potassiien bomiie poodaced chramesomal aberrations Vilumn 12
produecd mprovament o ibsse abeoatsons, S5, i is advisable oo tuke vilamin O oasoun
anligdant fin prolesiion sgaenst e eviivic elfecs indaonl by tood mlddihves. soeh as
Foriassium bromaee,
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Sister Chromatid Exchanges in Lymohocytes of Severe Chemical Injuries
Exposed to Sulphur Mustard Gas During lran-lrag Conflict

tehdi Shafa®, Mahmoad Kharah®* Y oosel Seyedana’
* 2hekid Beheshtn Uneveesily, Desantment ol Bilogy . Tebiram Lrm, #% Goeenie Rescach
Lemler, et Insite e, | lesarak, B, Tran.

Sanhd Sebeshu Universite, Faceliv of Bieoe Scienec, (renctic Tepartmeat, Tohean, and Tran
R Woecine Taablule, Mesarak. Karajl, fean

Sullur covsiamad [TTT3] s o potent alkefanieg agent with rvcagenic propamies, I has been widely
wsed in Tean-Trag conflict. This sody assessed the mmpest el ths apent e he Graguences of
gaster chromatd exchanges (2001 in D penphal Ivophoevmes of soverch injured Tranian
combatz Taeaty lve madonts with =overs ing and ove mpuries and len conirl solvec)s
v traueed 1 the Hll!l\.l_l.' Tl = |.|'-j-.:-::|-: nl coedsal RO W h:a]'.h'_: voluniezrs matzhed lor
sz and ape, The bympheoytes were culiured with convenbons] colivre meiacds A0 the exnd of
the sulture peried and $8h proor the fnvesbing 20 yaSnl 5 bromn-2deorayuridive was added
ieen the reedinm Famaesbed cells wers stnansd wih boechst 33258, ilumamated | and rostana]
wih Cireosn, Lot by, 25 well spramdanctaplascs were saored For cack samzle ln this study,
wi froand that e S0F froquencies of pecpheral vmphosvies of polenls wers gy
higaer thar the comieel po= 00T Smee The elevstion of BUTx s fas Beoa proven in
e el sl geant disorders, sowdy chis factor o severe chemical fmuries may glve vy a
good preanogi 2 tor svalugliog mulipnenoes i Hiese salier s

sooardar Balfar rowstard: Snter Chroomntid e hangs
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Cytogenetic and Hematelogic Investigation of Bevere Chemical Injuries
Exposed to Mustard Gas during lran-irag Conflict

Shafa Shariat Panahi M*; Khazab M*'; Seyedena ¥~
*Fycylly of Seteness, Depornent of tacogy, Shahid Tebeshs Tieiversily, Tehran, Tran
FrGenet o Reearch Certer, Tazx Tnatitute, Hesarak Karaj. lran

Sodlor mosteamd LU 3x o petent albylanieg azent wich murageoie sroodtics ]t has been widely
nged i Tran-Traq confliet. Thizs sudy assessed he impac of ks gpent oo the kel
Erators und shromosommud gbermotiens (08T 1 e penphaal bloed of severcly injuned Iranizo
virrnbatur g

Twemly Oves pulizols wii seeare Bing and ove injurics and fon control zabjects wers included
in fle amdy. The subjests of control group were healthy velunbeers muotched (o s o eps
The yophusvies wee eolhaed with eonventiona’ culture metheds Hematologic fhetors
including CRC, Platcleizs, Blood index mnd Smems were shudied, Doeply-Ave welloprend
melepaases were bl mvesbzaied T ooy U5 e brcakages foo cacl zample. Two grougs
s comipin el with atatistic methods incleding -lest and Chi-squucs,

I s sty wie Fownd at the chicmosomeal aberrations and Dreakapes of penphers|
lymiphoovtzs of poitents wers sipmliconily kigher thon e coarbred fpreinoe ] 8 alss Bl
that ihe tmman B Ller, WERD Plabcicios, BIOCY and fyimphosiies o bao groups were
differenupe 001 LT scoms tha the study of O o secomzauny with bl Gactoas sone b nsial
g e proveesds For soebpoaecies ol early treatmeat of seviore chomical inurics
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Alpha-2 Polyadenylation Signal Mutation in Bahrain: & Genotype/Phenclype
Correlations

Al fdamen M, & Brayed 52
[naticuticon: Geneliv Deartment, Sahin ariyn Medies] Complios, Yunema, Babrain

Meha thojuzsemis 18 cac of the commuonest genstic disorders of the ted Bload c2lis in Tabron
he mesr sovere abpho thalassemia phanotype neported in Saheain is the so-called hemogiohin
IT (Ehk] dissase with the predominant festies of memin (He 80 gidl) anl joundice
Anciher boll mumh ol this diszesc is wosienos of HbE inehision bodiss on e rod Blood cell-
1 the peripharal Bloed smear On the genorype level, the main moleenla defect cansing Hif
disease m Dubrein i3 homosyeesity of The Saudt pe porlysmdenylotion signal aniation 1o e
alphe-2 globin genc (AATAAA—SAATAAG. Thrdng cur stady of alpha thulassemin in
Fahrain severn] geootype combinniims of the poiradenvinlion spoal mutation with ther
alphe thal doicrmdpemls were cnoonntersd  The wnbons goactype sombinplon: of the
aalyadeny lnlon signal matation i orrelalion with their chenolvpe would Be prescated in this
repart. Morcover, the moleculur etiology of e polyadenylaion <goal muion i cansing
sich u severe shenotvive pressnigtion, s in BRE disease, would be wroacnted with Nirlhes
empthasia oo pneviously reported studies. Dnderstandmg of these geactvpe and phonotepe
eTElatonE might he used ws o prototype to delingte sy olher geratirephannlype complex
daitetaclivng for olher genetie disonleas, Finally, the principal nele of the genstic Tebortory in
addreszing sucl investgntions would be hiahiighle: m s repors

|9FJ
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Study of folic acid pathway genes alteration as maternal risk factor of Down
syndronie

Abmad Aleyzin, Mohammad Ghazenfan, Faezen Janarshad
Mitienal Regearch Centes for Geneie Enginearing and Bloleeinieingy, Tohran, s

Chromesame 21 momimunstion event 1z respmsihle for more thun 954 of Down synanni.
The eticlagy of aurndisjitnetion has e heen very well desatbed however aome Tastons sueh s
folabe Teeicholism 15 mecently  congidersd  es o importaot [ustor on chromosom
remclismnetion evenl. This stedy wes b evaliatc fhe mpol of aheonnal folne mielinfaelism
induced by [olare petveay geoes midstion among molhar of children with Trnan syndromme
compured to the nomel ceawe] mother Common antations of 86777 and ALZREC of
WTHFR gene e meportod to decresse folic aed level dnoarout 30w ¥ perceits io
Reteroams and homozy poos (enns respecivey in ond samples, Lo evitluate the impuat of
lheae mutations, The pareatal orign of Thown syadrome of all eawses were determined at frs.
plae sod rodhors have been vategorized ino e proins aceording o e matcrnal or palem.l
megin of chramosorre 21 tizomy ks shidy 13 wmgue cognpired o previous = udics, to
dezcrruned prietally eripnaled Dian paticals al lhe first place o murense acoursey ol
chinining fesults Fele neis gens alleraons were studied in 30 Down Facilics and &0 aemmal
corteala TiL s o remels huve showed 4 times higher risd of having Dowen sendsame child
amemg toeiics casing these motarions than nomol concral mothers or el with patemally
"'"I:i.i"' of Thewe -;.'_\-.';|;|-:'||'|L; iy Tramen Deveri sendicins 2dees,
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Opsismodysplasia with Additional Finding of Genetic Hypophosphatemia -
Report Confirming Autosomal Recessive Inheritance

Meavesd M. AlHussain, M. A: Eldin, M.5,
Lemetie & Thalnssemin Corter, AWyl Hoapital, b, UAT

Opsiamotvapiosa s 2 veiy rare lonn of Clensdrodysplasia seeondary o chondrcsseous
unsformaton delecs Only ahout 20 cases have been desciibes, The dizsgrosiz ol
Clpsisznugveplasia ean be made 2 birth S on the associnlion of elisieal and musiiclogical
muifzatations. Shizomele miccomela, hepotoma, very retanded bope materaton, 1hia
tarnellyr vericheal Badies and Facial desrmorplien are chacacienate findings o (hese paticiors
The major complications of this conditint are severe dwarlian snd suzceplibihy to
TeEpLratory infectomy due to narres chest and moserlar bypotonia. Fased on twn obsertions
i wheeh perents were Dest coustna and @ weport Lrem oo sibs of dufferear soy il s sgaesicd
il ke ot likely mode of inhetitinee 15 maosomal recesave, Hlere we repunt o Smale chils)
itk Ostsmodyailasia, buem o consanguinens perents of Suuh Indian ariging The clinical
end radiclogreal Sadings in this cose confirm the diapicsis of Opsismodsaplasia The
adcilional finding in o vese ds lypeplusphstemia. This is he second repert im Berotare with
an affected female and supponts the previous elsarveon of @utes mal cecessive inher ince o
Oipsismadyslasia

11
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Recessive Robitow Syndrome with Additional Featuras

Mavesd W AlHussain, A Eldin, W.5
Clonctic & Thalassernia Uenter, Al-Wasl Hospical, Tubai, LAL

Eulivew syndrome is e cxtremely rooe ivherited disorder cherpclenzed by mesomels
hrachymeln, berivertchrac, dysmorphic Maeies, gonital hypopliss and maderale shont slatare,
0 sume Gaws Robinow svoileeme has autossmal desipasr inheritence, mowher casca, Lhe
disarior may kove sn nensamal recessive mede of inheritance. The pinsnmal recessive forim
af Bobmas syrdiome (WM 28831850 15 a sovere skeletal dysplasia with sepmenin! e of
e spine, heachudaety e ard @ dysmorphic Dl sppeacanec, Here we reprort o the @zcoul
of its ranity amd sdditiooz] features, o fveaear folloverp of o male child with Kobinow
gzt T o cansanguinsons sarents of Palastani eein.
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Fourier Transformed Infrared Spectroscopy (FTIR) as a Diagnostic Teol in
Carstinuria

Das, N.5,; Hasan Sanad
Clhpical Bicchomisiy Szction, Department of Pathclogy, Salmancra Medical Comples.
o el Hahean

Cysimma = oan auiosomol resessive disease chumaslenzed by remal and intestinal ranspoest
delecis ol dibseiv wminn senls inelhuling e, conithioe, Tysing, nnd aeginine

seven pibenis ol pcommplelely rseesave oysiouoe wilk upohitbnans wepe shagoossad by
fnfrared spectoscopy. The posdened calealos S deicd wrinary sediment oeated as KB pellets
vore anslvzed by FLIE spectroecopy. The process wdenidied the presence of cyshne at low

wowd el gl rehatatily
A The seven saliends siw patents beioeg e Kinpdom of Belraio and ofher beloag o

Tunisia, MoF retio among the patents was 3045 The mathodolagy and FTIR speciva of cysims
om BHE zelles ol posdered onloulus or crsd urme sehimend ore presented
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Molecular Basis of f-Thalassemia in the United Arab Emirates

Bayaal, E.. Taleb, M., Yousut, |, Garcia. G, Ridha, A
Crenetica Depariment, Patoligy Rervices, Al-Wasl Hoapital, Depariment of Healll and
Mledical Scrvices, Dbai, Umifed Acoh Lanmes

Llemmg olinopathics are a major paahe keallth probleen mthe TIAT. We carricd cut population
seracaing on 44 pewbornys und 1127 woing women of TTAE natonaliy. The meadence ix
eslmuted 1 be B3%, in Toth populaticns. B-thal and siekle cell disese (SOT ane the most
prevaleat h-glohin gene dafecrs. 730 (helassenda puients &rc oa reguiar bleod ransiisions
and iron chelation therapr dn o center, 46 % of whom are UAL nativoals. The maleeila
churngieriention: of 193 TIAE nationsl o-thal poieois thoeagh e TMNA techoigues
reveated & significan! oomber ol bonwseygntes, efleeting a high degres ol conssmgnity
pesccmated ul 4% with 30% first cousin mamiages) Our moleculur sinhes depies thar i, 1%
ol Tethal paticets were homoey gous Lor the TWS-0-5 (GRCE fellowed cqually by Od 2%
(=T sy, oS e (7 5640, CA 30 (CET 4.7 und -23 bp del (3.5%) oalling mesz thaa
e nf hemory goea mukations

The most comenon b-thel coulabion was the 1V5-[-5 (02056 250 lolloweld by TT: 5 gone
SLL A, -2 by el (TR and Cd BAR-0N5 2N LAL sppesrs o ave a diverss speelnum
of b-faz] mutations, o comlres e Saeh Acalia, Ooman, Kowsitand Iran This s odue o penese
influense [romm Indiie, Raluchistan aad Arebian Pemmnanin, The UAE represents & Terorogenous
piwnaie of gencs trom el pegtons 1 e iddle Fas, To datz, 49 bethal mutations Eove been
identified mulapg the TIAT sgalidy (he most heteropeneoes pepalion 179 the wiorhd bore b-
thal alleles ave bnewn Dnche UAE than ol the Beledilercanean cinmdaies put iogether.

Theta proscnicd hers serves as wital oooercouisite for establisung poeoelal disgress o
arospeclive weics e arevent complesely the tarth ol habussemic balies io the TTAE.
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Molecular Studies on HhH Disease in the United Arab Emirates

Baysal, E., Talel, M., Roudsh. H., Yousul 1., Garcla, G.; Ridha, A
Cremetics Deparinet, Palnlogy Serviecs, A l-Tasl Hospital, Dsparioe2nl of Heplth and
Fedical Servicos, Dubai, Umied Arab Croirates,

ek dizeass is a mederatcly severe Remolvie aneria wath Terocy losas, hyposheorms, low
IhiA; aksd TTHE lewels, moa waryin suantilies of HBLL (R (2-30%%). Most of the T2hE
SYTTAINGE WeTE tnought o be caased by the delelicn or tactivation uf 3 ol the 4 (e-plihin
genes, Jewover, ILMER0LE 2RO pihilizhed o the Last deasde demonsirated gnoncreEsng
muritor ot non-delebimal l_:l.'l!.'l p-shalaswania (o-thal) as the moteolar bass of many TThH
sendmormes, periioularts 1 e Gullregien

& newbom sepeening survey amony fhe UAR anumn! hebies, carmed nub in car cente
deanonatrutenl that G frogquensy of a-thal in the TIAT 3 498 %, one of the highest in the
world  Using POR-bassl stiategies. cllele specitie uligonueleantide (ARCH bl dization,
anal and slematedt THMA seguensing, W00 Lave defined he genolize of 39 patiens with
[T disense in the 1TAL, OF these, 2R were UAF Matonals, 5 Crnanis, 3 Sedanese, 2 Thm
and 1 Takiztgrn Mine AT pavonal s and £ Dinant salicnts wese: Tomaoy goua for fhe poby M-
atation (e aled™ ol elarscterised by the AATAAN—G subsitution in the g globan
e, Ropesrcr, 11 UAS fg il pulients were dagnoees with be 0™ o genolype. In
a large UIAE nalicaal Leoroly, 2 sdividaals wese hurrerzgous Tor the 1Th Consit Sprimg
fo Bt ek affoets (he tenmmalion oo (02142 TAA—CAR) of the ri-globin gooe
o 3 hiad ke -3 70w geootype. Hb OS5 covented Tor 11.5% of the coonesomes. o
addstion, S ol (e a-tual chremusomes bl the -5 pucioedie deleticn (o™ ™", at the splice
Junetion beween axen | and oron 1 Two silplingza of Tl erigin bul the —554 deletan ans
one boy from Cmman wis harseleriaed wilh the —-METAT dejeson, Bolh of these deleioms
i chumscterizes Mneough Sircet PUR-basad approgclss Figal hifaront ea-thal genetypes
e identified o deleional ant & acn-deleticaal (e

At heli T7.A%0 of the 78 othal shimogornes T foe poly At omstaken, 13 oul of 39
calienis {30} wese komezygows for the rraiun, ™ afoF o with mederate choeal
aevarily. The dala presenied hers deronsmle 8 consileralis beterogeneity of w-lal o the
Uar The perdtype fgricnatyze anrrelution Fupgets taal HWT disesc in ke TTAE hes; i
pereral, w moderils ressntanon, The malecelar chorasterization of the puticiats wath Hell
isense may he o clvieally weful o the pretiction ol the chrieel coleone, coaroet
anaement and fo provishiag T o O 1 10 R nld Ans {amilies o the LAl
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Clinical Heterogeneity in One Family with Two Cases of L-2-hyaroxyglutaric
Aciduria

Mavesd M., Al-Hashmi, H: Talsh M
ey Decarient, Al-Wasl Hespita), Department of Health wnat Medical services

L-2epdrosyralimze aciduris (MM A3G79ZF 15 yn odtremely Tare wilosomial recessrve
diorder, o1z claniclenzed By mental reordation, medor deluy, cercheline dvsfuaction,
wrpeephialy aod charnclerstic bl Indivgs (subea i) levkecncephalopartry, cerebella
atrophye und signnl charges m (he o and denatate nucley Flevsled lovels of Lo2-
bydrosyplutme acid i i, plesma, and CSF amirm the diagnosis, Mo apowili
hivchemical fuoulion o cinbolic pathweay invelving L-2-bycrosyglutnt aeid is known in
maminals, welading homzes Here we Tepert Dwe paticats a0 onc fimly  bon e
SOLSHRELIeeus parcats ol Indian smgin with wariable pose and severtly of pesrological
disease, The clinical, radiologicel and GC-MS Bndigs an these o paticnts wess aoisi<lenl
weilh dingnecs of verr rive case of 7.0 -hydrosey pluturic 22 idume
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|nheritad Metabolic Disordars in the United Arab Emirates

Taleh, M., Al-Hashimi, H, A-Hammad, Z., &l Biuvaaliag, M and Ridha, A
Creneties Deparanent, Pathelogy Services, A1 Wasl Hospital, Trepushnent of Health and
% BTN

Farnces, Dukai, Dosied Aoak Eporeles

tn eeder o undesstand the prevalence of inbom eorars ol merahobism e the Uneled Arab
Sirgtes we have welvred ol semeles oo saspectal patienls with metsbolic disorss
raverred T vamens hoggiials o Unlled Arab Femirates. Over o peraod of [ive years, i fofal of
374 samples wore analyzed with Oas CF somig gty e Speetromesry (GLAS] pechegue
for the delection of erpanse son disscders, We have Hngnosed 20 pacients will various Ly pes
of erganse seblwizs including medilmalonie cadomiy (4 sl propionic acdenmia {2
s, 34001 3-methyl ghusre weidarizs {3 caseal, ehylmalonic widuria, ghitaric seadusis
types T, T-2-0H ghuarie seidasizs & ciscs), kethiclade deficieney (2 vascs), prrziitamis
acidurin, hyporglreemhinia (2 onses), hiniridase deliciency and meple syrup wine disease
Wilh spcctraflucrophetomene analvsis, we have diagnosed GRI gungplicaidess (5 caser),
(ncesidosts, manosidoss, Momeae s T any gepedrome, Gcher’s disense (2 easesy, Tav-Such s
digense (4 cased), Sandholl fiweess (3 cuges), Pompe s discase (3 casss), Krakhc's dussse 12
cnses ) e phsavations snpgest ol wvanay ol inferited medabelic disordors are cosnnlaon in
(e Tocol popalaten. T view ol wverinpming climenl <i2as and syepians m carly e, ihis
atvely highlighls @ ncod for contiaed p warcness ameng the preclintric professionals with regard
i prevulenee nf sueh wokdildons in the aemeeiny.
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Rarg Clinical Presentation of Ethylmalonic Adipicacidura

Maveed M,; Al-Hashmi, H.; Talab, M
Cenelic & Thaleweny Center, A-Wasl Hossiral, Drepartmort of Health & hedieal Serviecs,
Lhzbai, 1AL

Edbwhoulomic  Adipicecidurta,  also pelemed  as Gilutacicaciduris 1B (Adult Yemm of
OGlutariessiduny LY 8 & very rase form of orgatic slemias, presmbng mainly dieng
alilibood T s clumsetesized by metabalic seidosis and hwpogiyeomia withoul ketosis,
epigndic vomiting, hepilumealy and prosamal ovonally. 1t i caised by g deficieny ol the
enevme mlliple vevl- CoA debydrogenase Ly course ail upe At prosonlalion 38 cxireneely
varlable Here woc repunt o rare el izl presentation m o ninth-month-old Eeypiiam sl with
delyed elestones, dysmecphic foanses, metabelic auadoars, mscsocesialy, infraceble
ctmulsions, hypolemia, hepatesplanomegaly oo ventricalar gepial defoef, The GC-BE
amiily=ia von imoed the disgnoss of Btoghonlonze Adipicaciduria,
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Mational Program for the Prevention of Thalassemia in lran

Zeinall, 3.%, Mafissi, £
*Cleparhimnent of Fiptechralame. Pusleor Tnshilole of Broe, Pasleos 5L, Tebman, Ira, Sl Bdedzeal enclic:
Labof Dy £ciali, **Departnest of Znelish Lonaraze sr-Fahen Tniversity, Wennl Tahmn, Tnin

Tlalnzacinia is the wnjor Serediry blood disardes in Tran, Some 28000 uleclsd imlivwdusls naseove
meclical varw, The cammorzhip 1z s pacts of G ceehy siceeds 1%, Bschoyear millions of dalinrs zre
spent for providing blosd and iton chelsting drog fior thess pnberds Fxima memey urd resourcos e L
bz sl lozubed B Chem Jioe hoespetalizatin acd Ol chires needed,

[ranisn Thalnsasmin Saviery ailh the help ol mesliaz] dosbors and nabora? media bave plaved mogeatai
vl Lo rarse awarenicas ameng accple, politicins, medical seeffs aa well a5 the seieali sty in fover of (hese
pasienln 2l their lemilios, £0%6- s hal platd & cental vele B cocation of spgmiszntons o
gpecial dizeases stch se Specinl Dissrse Seefon wilhin the Winistre of Peallbh aml b Chandy
Fowndutien lor Sncevid Deecascz Vo later cos @4 neg-peoficable WGO ahich bae done a Iot for
Arddin-flalzssemin, hepnphiling el

Faldie awarceess plus awcocasivog Loanedal Dusdsn for praviding imedien] care for thess pusienis i
frrzzd dbe pezrnment i inchede aremarind soesening G 96 Chalassomay as w gusngalaony fest o e
Primary Health Qg svavan With 8 vory effzetive snd wide spresd nemoerls of Primary Tlealth Cure
Swsiem (PTIGS), hi progranm fas proestt o sisass cae s andial ionpiensestiien jean oo lesa than 3
vearg age. 1o the propgram evene coomple wheowones 1o ped married ane referel G eme U FHC oloes b
G B fusls IF Uie el shews any szon of awcmin theo e ot seopls 0= tested. Whens hedh ore
pocfirmed a5 being earries, thun e ore neliomad lo cooesstor, The couples =g camdly grven 2 Geacaph
Gimecling about SRG-thalagzeimia o all He posaible cdeemes iF they decide 40 marry and have
ehildren. [ dhe wple sl measd e marreaigg oy ave pavez & cobifieats Bar tles maoiage repizey office
annd At sanb fuos aie cefereed fooeaz of severnl medical genesies elinie for preliminnry premulal disgreeas
EPRN et T Tabarabory esls an lbe PTG chiooe e sl mociear o e coupls s cederred 10 Pagtenr
Tistitute of Toan for plabin ehain synthesis &r9d3-glehin multion analysis wnl 0996 -alobos soo
Byl

The abeae proarm bas evalvel almgsice vwilb seversl albsa oagor developreds o e couctey, Lo 1952
PPrild Eop S atbn,-thalagzemia bacame avnitokls ie Tron By oooprivabe pemetic olinic Sy semidirg kol ared
ameilic Nuid semples e Ui UL D2 canly 1594 01 beemng availnbl: an Paawear Institets o8 Tran, Tn 15956
ar g Avetolloh Charzeei pave the pormassian lor bl skorban ol alficted Geluacs, Tlo:
sovelerubed the W -Thal nesensy prevcnticn peaecac in e seanery. The decizizg wan then taken o
sipand FHD ceters by rech-mansler struceasy Fram el inaned amd capenensod et woetadles fom
wihier miedaenl gieveigines iAo aotes anvong ph incidenees of &l -thal neseminin thear naion,
This sk wos helped by el Fnancal help o s wievecsitios aod s tianiig s

Alovgeide with thes progumea, the Ydinistre of Fenlsk demided b ereats o ressork Belsoen govcnmeanba
ard pvabs PRI conbar, T o selceoss coates weee selegted to azd oo aversee the nelivies
o less experienced governrmental ar privale cenlers

The leasian Lepal Bledicivs Coannizaficn opdersd a1l of its branches natianoids ta permil legal alorboe
Tor &t 0diy thalnwemio tpom appreval by ores ol The ocoerased RO cenlens.

il wicaz 2000, the Jusuinnees ssnpazies o reluetant ko ooy Far FRT bels bod an e 2000 e wagor
s senpanis sccopled Wpay e costa, Lnoonid 2000 one of fa: i Desucances Compory decide:d
12 gy 100% of 21l P eoat inslading CWE.

g dne o soolgaroziog s cesig avstzm ad are improvicg fhe servicea given. Bevaral new cenlers
ate in the prozsss ol openng up and Cherr mempsrss 18 v taiing 2 1e Pagtear Ingfitete of Tran
{Cenbesa in Shirsz i Zabzdon new fimabenal}

Aolbier decisana was L ssh 2l e ol te epecs each PRI teans deas by ench patwarts mermhar 1o
Disnetics nod Coneer Preventem CHTee, Minisimye ol Lleslth.

Lramian expervenee o provadicg medical cace. premacilal sercening aod TR aervee is apmethino o
learr frem mné dmplement in piber ceantrivs paricalady e eeghboneg couslnes: W ane sl o
pacvitde assaatants i rafning far otber cacnbiss in e eaaior in i eoord
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Report on the out come of 266 prenatal diagnoesis of &#846;-thalassemia In a
private ¢linic in Iran since 2000

M. Mazrouri: V. Lotfi; P. Fouladi; M. Zeinali; Mo, Zeinali; R. Alipour; Z. Jamal; 5.
Azadeh; B, Zeinal.
Medicol Genetics Lab of Tl Feinali

Thalassemia ia the mapur smgle gene disorder in lron, Camer [reguency is high in some pats
of the counlry, therefore, premoarita] soreemng hus hecomne eompatlaory by tow. When twn
e connle docide to murmy i Jeeve €hild then prenatal diggmesss 15 ofTered ke them ar two
atagecs: pre pregnuney onbeclar anglyais and dunng pregmemey

In our Inhoraioey (eatablished dn 20003 we have admitred mece than 520 couples for prenatal
diagnosia of S2940 - hulassermia s farn

For mere Then hall of the cascs prenatal dingoosis (PNTH has been done oo the tingl stige, [os
PHTY we s dirscl mulokion analysiz fusing AEMEPUEY or medirest methed azing BELE.
Below is the result of our methods end (he pervenlage of informativences BFLEPs Loy PHLE
Toikal PR complaoed: 1055 PRIs

In 74.7% ARBA% plope waz informative and m 5% 930 BRFLD alons wwas informative. 1he
vornlination of dicse tea are a5 Sollow

SARME TO0% & RILE 100 (43,204

A B LI & FTP 500 {24%)

SATRMNE 1009 & BELE 0% [7.5%)

SAEE SIMG K KELT 005 (7. 1%G]

A RERAA 085 & TRFLE T00%S (3500

-ARKE S & RITY A0 17 5%

ARRS S0 & RFLE Oy 02 0%

-ARBAS U8 g BULL0 ] B

Crees ull PHTY conld e performed m 985 of ases ard in 23 nothing could be dome fine the
famity Swring precouncy porticilary it the counle had some for PR dhring pregrancy. This
pumber wedtlid Te 96.5% for couples commy fin sope one of P For this we sirongly
veceinimend that families shookl request for TR before pregnancy lo ped deffienltics. Our
FHIY el showed that 51.3% of cases were heleroey gole, 252% bamery gote rormul i
2% Bneoay gote atfosted.

Wi bope oiar vestta gould halp others pluonmgg fo peaform FRT2 0 cther conmires:.
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Aims and ohjectives in creation of National Molecular Medicine Network in
IRAN

5. Zeinali,
Malicnal Malecular Medicine Nelwork, Bictezhnology Fesennch Centor, Pastetr Tushigle of
[ran

The nedwark now compriscs treenty resesmch establishivents in the country. Part ar all of these
cenrcrs’ sclivities ure resserch besed, patenlrly in molecvlar medicine, The wm were 23
felliw: Lo enhanes the integration of malecular medicing in the medical practice, G enhinoe
the level of resesmch 1o this ficld, fo enlinoee the seientific enllabomeion, to- edineste viiling
payselang in this fiehl, o sel research priocitics, avodl ynnecessary or duptlizede pelivities, o
proenile puzlie Bwarcness an new jectmologies snd cte. Tn reid 2007 the grategic plon wis
aalized and the plun bos puz forward a Hst ol wetivities dhad sl e noplemented, Cur
imtdiabe. plung are to organive sevem] purposely designed educatonal programs, boeib
ibeorctical and practical (52 workabopsl, o iniliale the =stablizhnen] of sevesnl OCCCRENY
nilrasdrucluzes for ressarch aol development such a8 TTLA bank, DNA repositary, slem cell
banie, cell hank, Gene therapy Trazics), Transpenive, Sioinformatics

We ale hopmg oz oew initiative will entimee Lren’s eapahilities for betier utilizaticn of new
ool veness in this feld ir (he world,

a3
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Spectrum of beta globin gene mutations in west of lran bordering Turkey, lraq

B Fouladi, M. Masrour, ¥, Loth, M. Zeinali, Mo, Zeinali, R Allpeur, £ Jamali, 5.
Aradsh, 5. Seinali
Fedionl Themetics Lab ol Ur S=mali

Bty theleseerin is 2 major blood disedor in most bMiddle Sastem countres 1acheling Tarkcy,
irmg and Tezn, Melbeculur analysis of &a8de-aabin goae mulaticn wilt hely to plan G
penatg] diapoosis (7700 and for pepucntion gonetics studies.
We slpdied £10 chromesemes Trom atforied and woriers of S#6-halssemia toom o
prevvinges in the west of Tran namely West Avarbayjan (A (o the norbacst, Bt
r, Kemmunshah (Ee, Uam o3 jin the west) and Khewsistan (KR (o the sy We
uoplmed TiNA semples for known mulalions oxng ARMEPCR methed Solow ere Lo
marher of chromesomes far cach reptun, tpe and percentuge of each maadon and nambr of
ks cases fo= codon, [ = VRN nd = noi delasted; dol = deleom mid 1T = TV5sInt]
A Todal chpornnsornes 134, of which K7727% wore known med | 28% unknown: U5 (28R4,
Frsdp ianaee, ©23 indy, O30 T4y IITE T, 1-5(44T ), A1 [ B L B = T
2Sanlindl 36318 CA00RGEY, Dedind)y, TT-I23%), L-T450008
Ee Ledal shivoeseme 13, ol which 8% koown ood 208 mknon:
G5 opnd), Fredyiaimam,, G22 (22n, O ol T-Tadd, T-5(20270, Taind], -1100mad),
Zadeliad),
CE AT LREEN, U 390NN, C4aind), L-Li3790 7%, TI-245nd).
i Total 1o of chremogama 34, ef which 7% known mmd 134 wnknown: O3 (145
Fra01 s1e, ©22 (ndy, U3 (ucdi, T-TETT T, 90T, TOCLEE), T 10N, -
d5delind), C36-37 [1A/9%), G2 ind). 44 (i), T1-1 148 1%, =785 [nd;
kb Lesnl o of shoomosoms |52, of whick 94% known and G2 unkoowi
5 (LB, FORMOLI%, €22 (LY, O30 L Py, IF MG LA065MD 1001 2N), I
INLHE- 3 S TH

250201 2%, C36-37 (2 5% S0 g, Oad 7100 TID TSN, L34S (125
T: Totnl o, of clinmunzamel 5, ol whch 10605 knoswn:
L5 (o], FrRieaiBasar, ©28 (nd), 030 dad), L-odihats ), T-Sind) Tamd), 111200
-25delimd), CRA-ET (AGE, C30 ndy, Cad (nd), T1-0 (R, 114 il
Oyr restits showed shat IVSH0T has the bighes Geooeioy in these teprons ovecpl n
Curdistan, [ g a5 migh as 200 in an o s lew as 13% i Kaomdusaio and Ehouzisiaa 13l
19 comsidered to be g rere mutuler i Traa bt it is poesenl with 28% in Kurdizim and 8% i
Asenrbarian b aol cetecled in Keormanshub, This s of pasticelar mlerest sinee osdisan are
Kermanshuh e peghbars, Thes oo indieste thar they sme moere distinel v omoue han
pengraphy. These fvpes of diffcrenees o belaglobin mation cun e Secn whon mutation
diznribties o compared naroes ke contyg,
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Spectrum of Genetic Disorders in Patients Referred Lo the Genstics Dapartment
of R.M.C. At Saudi Arabia: Cytogenetic and Clinical Experience for & Years

kaona 0. El Ruby
Traman CGenetios Deparment, Matioos] Reazanch Cenler, Caina, Egypl

A gengtic compomen i cvidenl i e ebiclogy ol must kunan discnses Lrenctic discrders
poze u muges held problem mothe world m developed aountmes thes feprosent ke smghe
lurgesd eaizs of indont muertalicy loss while they are the 3™ — 5" s of perinatal moecality o
develoming conmires. Maor elfodls ac direeted Lowia ds lighteming he birden ol dbes
disumiers on paticnts, Semoly and on the commonite ar large o this shidy over o penod of &
yeark, 5397 cases were pxanined md siodied Tor the presence of chromesenel aboiratons
and ¢ or toentifiahle malformabions a2 the Humem Cenetics Tepurioment (TG of the Hivadh
Pedicnl Camplex (RMET OF the ttal 3397 kagetrpes pecluonal, geoctic compenciil was
szoerined in 17 3% of the cascs Chromescmoel alnonmalities were detcoted m (23 1740,
Lwn syrdranme represented the Tighes| chromngoma uzemrshions (13455 o Lhe frital refemed
cascs mad G607 the chromosoral aberations) fellowed by tmisemy (8 (L 1% o Lhe lolal
und 5% of chromosomal aberationsy Klnefiher sndroms sepeescoted the A frequeit
chraioaamal ghesrations <15, 4 490 while Tammer syndrome was dizpresed o0 L% ol B
total coses nnil 4% of the chromnsnmal sberutems, Mon chromosurra’ penctic digorders wose
ertained 11 0 A Y of e cases of which single pene inha-tanes was dugninsed in 7.26%
‘antoeomu) Tescssos aceounial for 63.5% of The sirgle gene disomlens), mudtifactonin wis
dgprpsed i 123 anl spocadie cuses e L of the spses. BT % oL (D cancs WO
pnelaagitied memetiv eatitics, Buse bne irfomnaton oo the frequeney of penetia disorders and
chrospusorsl shematons:, theq elassifieation wnl provalancy ume L poimany cieshives of this
atedy. The begh fequency w0 pencte disorders al the Biddle Ees level cmphosiees e
crereoiisiles for nglonn] swveys g el stades L0 pvaluate U wflwence of
canaangrinty, tietay, health gwaeness, sccial, auctral and other envimenieenia] Faoiars or
the prevulenc: of congeniel sl zertic disesses modiffonl comr ritics
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Frequencies of the Bata-Globin Single Nucleotide Polymorphism (Snp): Tta G
Transition at Sixth Nucleotide of Exon 1

Zuinali, M. Moghadam, 2. Z=inall, 3
Fateshnslogy Dept, Pasture Institite of Tran

MAoulymz of the associztion hetweer geoulype und disesze phenotype in Inamans i= ot o siical
point. Tlumdreds of rare disease showing mendelian patlerns of mhesitance in bumans have
been descrizes o the medien] Bleroure. The Foous of varation wnalysis s oo shiflimg Irem
the dclenhficnbon of pew markers 1 hair riping m popalabiens, and novel teping stisicgios s
rapidly emenging Mure thun o million genstie makers in he oo ol smiele nocleotide
polymaorphizos ars pow aviailable foo use m penolype-phanesype studics in oo,

/o thiz stody we aralyvsal 300 chromosomes toom 100 pacieats whao bl vome Tor prenatal
diaguasin (PNL W screened their DA samples for SMI* oL sixth ouclestids of cxon | in 7-
Elobin gone, W fourd fhil [heee geoclype exist in oy saogles: Tno lhos sody 200
chrermiseanes were screened For the tws fromn of SHC 1A 80 chromosomes were T and 120
chwenrosomes s Coor CFT glleles ure 15%, TYT alleles ane 32 5% ammd CA7 nllebes are 52, 5%.

G rosuhis shiovwiesd thil Lheagh this polymarphizms is net loghly olemmeatiee bar still can be
v For PO,
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Impact of Neonatal Size on Cardiac Dimensions and Functions in Infants of
Diabetic Mothers

Mewvein H. Abou El Soued®; Eitedal M. Dawoud®; Akd Allah Bl Foully™
Flhgzne bedico] Sviences md Diochemusiry Depariment, Molone] Erezenrch Cenler, Caro
= ALy T Rk Children Thesprial, Caie University

Lo dlelegmmne the olleeoee of oeematal siee covomons venbos siee dimepsions Gt nel,
feft atfial diamcter, inbeiventvicular scpium thickeess, cight ventriels, pulmonsry amcry) and
fpoclons (el vemgcular postenor wull, lelt venimeolur end disgsiols dimenzon, e
venteilr end sestolic dirmescng, end dinstobic wolame, eod sysiofie wolwne, stoke vl
abortening tfraction potecntage, cjeotion fraction porccntegs) in infanis of disbetlc mcihers
(A=), we exnuminesd wo dimensional —R-mede scheordiograplic messuements o 46
Tt [30 taras for gostatonal ages (T.0A and 14 averzge for gestational age {AGAT], wogether
wilke 10 nge vod sex, AGA motied vondeols, When LOCA were compensd wath ACGA s in
the diabwctie groalp, oo gigaificant differcnces in cardize siro dimensions wore observed, in
conirast o cardiac (upeion relaied norease for LOA (oecticn fuclion perveniage: 7434 8.5
vh S 303 m o= OGE and shotening fraction poreontage 586 £ 38 vs 33602, p =
OO0 Thess data suggest that the inereess in venirictlar conteactility and pecformoance 11 LGA
Tepmreteml e el o meausimna velaer thom e elest of dipbetes. Whale o compitnng
ARz CLGA o AGAS with eonteal, hypertrophy of interscacvicular zeptum and sight ventricla
i Ul ruct was observed, bl o luncoon] cillemences wems deteciel, This supgesls hal the
MGt in cardiac sz cpresents mainty the offoet of diabazes aad iesalin disurhances sathes
than macrosomis, Body sies asscssed by body waighl o selulon o gesclicns] age was
sinmelited wiln conding e amed Novchion o LAvA ol svith condias furenon ol in ACA
Wwhile, when propoechony. tody sme rpeadera] ey was veed o reluton wos Lo vzl o L3005
gz, Toaenion fractiom pomentags wis e hest cardiee mneasare eclared o body size i T.OGA-
(0, uging moeliple reprezsion anslvaly with o= OCE, We copelide i larpe neonucd body
siean IDBAs ol ofTest the combiog echo dimensicns ol Tumenions |-.::u|.'ir|5 ter myosandial
Forpertraplar Jiaelving right ventricular wall thickeess, palmenary artzry and mberacobrizular
sepluam thicknesst, in eddiiion w Eepervontresithivy of Leli vezimede Quaged by the meransa: i
cooction fraction pereentaac wnd shamening fraction parceataac). Thos coeld peecipitate o
b, Caidure:; edding 1o the kusneds ol mucrosemiu,

Fooy wards: Thisheres- Behoeardicgraphy -Hoonatal s1zz.
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Comparison of Intracyteplasmic Sperm Injection Qutcome, Using Testicular
Sperm Versus Seminal Sperm: Future prospects for Exclusien of Abnormal
Embryos by Detection of Aneuploidy

Marlar A, Ghuboom
CRR, Arahian Gulf Universty smd TVT Anfertitity Contre, BOF Hozprlal, Daboean

Iirastoplaavie aparm injecton (WCEL hos beoone the most offeetive reatmenl of ol
faptr infamiliy smee 1992 Althougl e fotilization rules huve shown sigeificant
improvernenl by (his rechnique over the lost 10 yesrs, the wavent implantation: sates sl
renain Towwe Than 55%. Ty repesl presents the awieome of TCSD procedures in o groops of
infertile patent due le sahoprimal semer parameters. Inoproep L 46 coses undergons 1081
wilh enenlalesy spenmatorod and group L, #2 ciees wilh testioular apermaceon, The YLD Wt
ts analyze ovr compiled dula retrespoctively in terms of number of couyies remeved/panctirs,
Penlilreating ramodirial, merphologteal eviloniion of embiyos obined and subslmiculfelmical
jregraney auceess ruies Altboash there sore oo statistcal signitiemee dlloeees inmesl of
the abowe pusameters hetawcon the two groups, opher clinoel pregnancy rate was azhzeved m
TCAT o with sizeulutory speons, The ineidence of carly promnancy Loss was wiee as hogh
in grovp 11 (5000 Them rhas obscrvad in group L (2350 alure prespects in inveat gating nsk
Muilors resileing in carly emmbren Livis e comsidensd. Thotcetion and exclusion of <IUI:'!I].:'1II! il
abryes by pre-amplaniation zenctic diagnosiz may kave o preal smpal ononnsswing 1051
vmpbacd ol b rede and proegnancy oulcome,
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Chromosome Damage in Nickal-Chrome Electroplaters

T. Sharma
AT Belaiel Ty Bonrding Sehwl, Baknin

Flectroplafing oeoupics & pruntnel position m the induslial world, Moal, plastc and rubber
paris sie plaied o prevent wsmg and romieion, o appearsies to reduee slecinual conleed.
for resislenee, s o hass oo soldenmy aperativos, 1o provide sleclzical galation oad 10
iniproes weargblity. The fype of wiectroplaters in the prescas sy ase the cnea dealing vall
the 3T chl-Chiome electroploting, Hepurmizod veniss Hlood samples were collestod from 63
eloctroplaters and eqaal ounbcr ol natchen eontrols  Gonotuaiedy wus irvestynled Ty
amsuying mikale dnde (241), chromoaome abervations (04 swler chromalid exchumges [HET
gl sarellive azaoctulions (840 in shor Lerm lympheocrtes saltores. The mean [requenes of W
waz 507 £ 177, CA 368, SCE G + 042, and 84 904, in the exposcd proup o5 conipare
v contrads in which (e meon eouencias of these paramelers wene & 18 = 085, 0BG, & 15+
Na7 ml A0H jespoctivelv. Smoking uod aleokol consumpam: were found o he Lhe
comfradmyg Tactors, Sgnificml «ffiect af pocind vl exposurs was ohgerved Lhe prosenl sady
elearly incicares (et thepe 15 &0 iqoreascd sk of oplopenetic dimage and various Tespiralory
trucl discazes, e brenchial astbomas and iniranasal ploecation
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Work Place Pollution Hazards: Cytogenetic Damage to Spray Painters Exposed
to Crganic Salvents

V. Kumar
Al Mabd Dy Tesmdimg Seband, Rabrean

Spray painhiog o8 vy common ccoapation Inmoppghout the secld, [tois wmed i vamons
incusiries. Spray puinlers are exposed 1o large rnpe of orpanie solvends waich polhote the
ok ervimomment Crerolosaetty of orgonic subvents wes ivesligating by aeaving Mitotic
Indezc (MT), Chmomosomal Abwrations (A, Si<ler Chromatid Fuchmpge (5CE] and Sarel:le
Aswxinlons (SA} in short tems pnphocyte cultwes of 82 speay paiiers und 62 matched
controls. The mean froguency of Ml was G784 1 55, CA 388, 500 7 30 + 0,68 and 84, 12 78
X 144 o the exposent workers a3 comipurid to oontrols in which the mesn Ireguencics of these
paremiters were 152 2 0B 00, A 1R L 0AT nd 355 40,15 respectivels. The diilerences
i the values are singstically significnol fp = 005 Srooking and aleohal consumption were
toned 1 be the confounilmg foctors. Signilican! eifost of perdod was obserial The pres:nt
sy clearly mdicntes thar hore i sn nereassd sk of cvtogenslio damage and Ve
sespimalary Wract disenses, skan ailments like dermatits cic. ix ke IO SRS
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Advanced Laberatory Technology and Premarital Evaluation

Mahammed El Sawy
Puediztric Degs Adn Shams Lnivessity

b Tt Tow deczdes have sen @ demmele decrease in the imporanee of envirnmentil cadss
oF i1 heulth in developed cnuntries, As a sesull, there s heen & sham trereass 1 (he olalive
impunlanee o genetic Jisordess as cauges of moslalicy sl cbadity. Recenl studies have
shinan thul st 305 of admassions b, and &1 9% of denths ccouming i, puediatrie hospituls
are goooiatzd Tor By childeen will genetie digedses ar compenizal salformation. (Genetic
Jisenscs pre almosl always senols, ore 10 cupalile nnd Tow are emcasble o gutisletooy
des of teatment Thus seeventon iz of parameunt importunce. Lhis includes genelie
covmeeling Tor indivigunls at sk of having 4 ik with o serions genctie disender, soupled
wilh preagis] disgouss. Moepsnecr, permatal screcning ts mandatery for ey intarvenlica. The
sdvimend laborators wechalogy and fremaital eyl waticn will be disoussed
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An Investigation on Chromosomal Abnormalities and Physiological Btudy of
Mentally Retarded Male Children of Tahran

Bavat B, Sanati M1, Syoddens Y2, Khazab M.
slational Research Conter 07 Gemelic Enginescing nad Bioscel milogzy. Shahid Rebeshi
University. Tl Iun

streeturzl and numerical abenstion s the maje defects i moetally retarded individinls [hiz
Alaermulitios may nTecl physiclogivel propertics of individuals G growllhs cinsalation,
respiration ele. In this sbude jeal muvher of 63 mentally relozded boys were rondemily
selecled and were shudisd by etopeneie oad phe sindugts methods.

About 153% ol the affected bovs show fragile X 5% have 21 trigomy, 15% have gop and
hiveks ul least i one ol the chromesomes and sl 1585 palyplosdy me observod ol
mislaphass pliles,

Physialogiunl pesclts show than weighn and o length and the length of foreams of elmest all
the pitents are Slelicully reduced ol length of all peduncle anc retheees as well, Masimum
and et Slood peossire ol all groops was decrcascd, vomered to the omermal semples
Hemoglobin s nefition was ahserved 10 samples from pationts with Sl X svndeome
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Haplatypa Analysis of Related ATM Markers Facilitate Prenatal Diagnosis in

iranian Ataxia Telangiectasia Patients

Buhnaz Bayat

Raticnal Conter of Human Geoelic arul Biolechnclogy, Teorman

Aleswiz Telingioclasia 18
populatinng, Thens i 2% possibilily

Sl wesnInal TECeEE T Jiseorley o DG 1
for huving mn affacied child s

L0000 i reported
paronts une AT for

A gene mrwatom. There 15 Do wirs g ailanile for tns disease and prenatal Lesting 15 swongly

reunmnended mpreverlation of thes ihsoamm,

alitwgh protersoes melwd s (he dizeet muetgiion anelrsis ol ATR geac. buid

Targe sime ol the

AT genz wih O3 exond anel 1 Laree mumiber of possible maeion in peticals weasiie ably
livoti the Lacisilin: of mulalions analvats as a choies o diapmosis. tuftreet method 2 & bziler

il when puret are vot curiict of foander muialion
chiliren, Iulireel meclesular Siageoss wEing

prenatal diagmesis al AT childen, Too (s
Tal1s! 787, [ 18535, Tl s C32 o

ol TRAN, Thoee merkers are mnp
wiith 1heit desaibad FOR comditions,

i pass difforenl mulalicas b thear
ATR selated taolesular mnkors Fagaltishe
souidy four wolzcidar markers; TALISZITH

gensepe i 18 uncel ated fenilies frem different egren
jlaed nzng cxinactild sequane P from Cicae Bank
The wrariilie products wees scperulid using denwtaring

PadiF geis, and the data were amalyzed T detest thetr ptem of inlsritanee mocach family o

o\ fomilies seprogainom ol
chromesnines wers distinguiEnable.

allcles wors Tesorimp 10

mandeliun inheriiange and wlTected
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Molecular Basis of G6PD Deficiency in Bahrain: An Extended Study

Al Momen M, Al Arrayed S5
Cenetic Depuriment, Salmuniva Modion] Com Pley, banama, Tiubrain

Llucose-f-phosphate debydragenie (BC 1.1 135 G-0-PT1} 35 the key ensyme of the peasoac
vhwsphare pethway and provides MADFH csenlial foe g oumber of Glosynthetic und
detomiyfying reaclions  {STTH deficicncy iz one of the most common red Blood ecl]
uraccmalilies coaing, hemolvtic anemiz indoeed ber ngestion of certain doags and fava beuns,
Tn Bubrain, the GapD deficiency 18 quile common with an catisnled fregueney ol 208 of (he
whale pupulation. In oy sndy we have dotermined the malsega: bz of GOPTY delicicney
moun extencled paticntistudent aample A total of &4 deficien] subjects (4% males and 16
Fentales] have hesn sndied, By wsing a PUR-bazed THIGE and BELP malesilor detcation
methods, we Found (hat 97% (G264) of fhc subjects ane benrng the GAPD Medilermane:n
variael (nl 363 €10 1 ds iteresting 1o note thut 4 ol of ke 16 female deficien subjoets ase
merely heleroegotes o the GAPD Med mululon while the athers are honeey gotes,
Apparenily 2ol of randorn X-chromwseme inactivalion might be mvalved i manifesting
(POPTY defiviency phemelype in these heteromypole females. In conclusion, his exterded study
comlims car previeus oluervation fhal GEED Mestilterrancan is the main variznt e TRE TR by
GGEPTY delicierey in Hahrain.
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Screening for Hypertrophic Cardiomyopathy

Or. \Wafaa Eyaid; Dr. Muayad B+Zalbag; Doha Al-Moun
King Fohesd Tiospial

We repar; on & Bubrind famaly with v higbory of six brethers and their sister who died at very
wiang ages of Hyportropi Capdumiapaliy THCKD.

HEh is on awesurnal Qureinent dioider that 13 pessad oo fom ome generation to Lhe
penel L he atfected individinals die suddendy @l 2 FOULE 222.

Tk esgamining Lhis famoly podigmee, we identfied pumber of individualz who wene HOMW
pmprom-tree Towewer, the M bus warighle ponetrance ie individoals can cury the
defeorive geac, bul he dissusc fres, Alsn. HO™ i known to have a voreble nge of onsel,
wiieh was the cage with this fmity whees we feand 2 twn mondd ulil Baby e o be aifectes
wliile other membess wrere synptom (res tll thes are m their Toenies.

Lised on the above, we seeomimend that DA resting be perfommed o wll Family nembers
it o 1k for hoving the discase This will help ‘heic and subscquent generuiion SHEZITE
choizal mamngenen, eposially it vegured 1o pre-ratal o pre-implantation teshng.
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Molecular Ganetics of Mild Forms of Sickle Cell Diseasze in Bahrain

Al Momen MNJ, Al Arrayed 55
Snmanive Meadval Comples, Mupsma, Baliran

i this sy we ace reporting 1ae meloealar busts of mild fonns of siekde cell diseuse in three
Hakrainis, Tao urreluled fomale <ldents, presented torough Smdent Berccning Project, and 2
male pereic consulio: huving a child wilh sickle coll disease, wreee reonsted tar this shicly

All of dhe pelienls were asy mplomatic ad presented with no unemis at tolsl bemoglali
levals ol 127, 13|, amd 13.5 gédl, nespeotovely. FPLOC of the whole blood revesled an alypenl
peotiles showing HbA levels g 208%., 21 2%, and 43.8%, respeetively, Swkle hemeglobin
way prezential in the EPLO chromalogram of el sbjects a2 rrradernbely clovatel Jevels of
G014, 53 4%, and 42% respectvely. Tlemeglobin A% showed clovared levels gt 8.5%, 7.3,
und A.9%, while letal hemoplobin [HBF) mas el evnted mederlely ar 7.9%, /8%, nd 38%.
rezrociively, Molcoolar invesipations, by PCR-RFIT wod POR-TMGGL methadalopes,
showed all ol the putients as heleroze gotes Sor the sickle cell mlebon. Bel: shudenly sowad
aterowy gty for the meld B mutation ol —88 ¢C-A% The third patient showed hoternmy sy

fir the sileat [ muotson ot =101 (2-17 Magging of the alplis globin genes revenled both of
[ae smdenns as homoryacdes o the righteand deletion - "I while the third [raticn
shiowisl helerorvansily Tor the lofoaasd deletion {—re"race), Farher, haplolvpe analvsis of e
tela plobin gene miicated a1l of the paticats ane beuring the Snudi-lodian haploype of the
sickle cell mutazion. Presumeably, these melecular factors were micra svneTgmatically i give
sivll @ mild Torme of sickie cell dizense Tn starinury, Molecular disgnesis might contrbute
s anifienntly e resolve sueh s anibigulty 1o clinical preseniabion.

-
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Congenital Absence of the Nose (A Case Report)

Hamedi &B. Alkhlaghi F
Mlashibzd Universaty of Mediou] Buicnes

Buckground Uongerlul abseace of the miv: is vory Tune condiben, A ceview nf the Iutersture
revesls b the presiously applied terme, aiin. The siolopy of this cordition 15 wnkacwn
Arhiria g ooe of the preseatations of mallareation o the middle third of the face, plern
psengiated witlh cenizal DEMTOLS SyALCM N SenAc sremnalies of different degroes of soverity
with o high moshdity cate. Al 20 wnscs Rave heen Tepuriel ia the medical berarres, e
pim it pressntation thes vase s be raniny and shudy oo prolable predesposing Liclors,

Chae report: A rials it Bom withenit o mose: was refersed ot the age ol B nowrs [ren a
Fewgital i epachan, north cas, of fean be emier2easy TLTSERY Dot i Cyhaem hospital, blashed,
Trim Fov resoeryleny and leeding problors, L sty wue full tor with hirth weiplit of 25 Koz
after & spentancons waginal delivers and Apasr scores wors ¥ Lo uned % in 3 morte. He
e (he Tz onwld of ety g sweclated panents, Lhe clinical examinatnm conlimnel
ghweaca of Ure cxtermal nnas o edditon Uwerc was 4 nazal bridpe and shight yperelis.
Wital g were ofieratse pornal, He had vesnplete absence of the Dusc with ae nEssl
pils, Ter pevcheanotor deveioprient wis norr] Facial pnd brain C. 1 showed ubseriee ol pesal
hore, coibrilarm ple ang seplal strocturss, — The moclies wis s hoalthy 16 yeers ol prio
ravics. Sl had s ustory of drug shemical intake or cxposume o radiam and Rad v
aanificant iness duming pregoemcy.

Eey Wiords; Mose-Conpaiial-ubsence.
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Hereditary Nonpolyposis Colorectal Cancer: Identification of a Novel hMSH2
Gane Mutation in an Arab Family

Marafis M*; Motawy M**: Macdonald F***; Bell J*: Al-8wadi &*
¥ Cepire lor Medical Gonctics, Kuwuit, ** Cancer Conizal Centre, Kawaain, #5% Wl
Midlands Regonn] Genstics Leborator, Simungham.

Hetestiiay neapelyposiz eelorestsl vencer (HNPCC) s 8 kiphly peactrant autoseinal deminant
syndrome chainclenzed by ealy cosel enlon venver and a verely of exiracolonic fimonrs
saeh ny endomenwiam, ovary, slomach, paicrcas, snell imtesming, hepatntz oy and wrinary
tract. TINPEL wezounts far arcwnd 5% o wll colorectal cancers und germ-line mitations in Lhe
DA mizvateh sopair genes (MBR) arc responsible for this disonder. Severnl MMR goies
M1, hbdEHE, DMSHS, WPME ], PRS2 have been idenlified. The rrEiesity (90 of the
maiations have heen repocted ia the WMTTTL aod BBASH2 aeoes, aol ooly 105 in MSTTR We
of ol genelic sounseling g a cobu o patients sttending the Samilizl cances elmes ul bosh
bownit Medical fepelic Centre and Cancer Conirol Centre, aiming o identity familics wilh
Beteshiny comeers. Hose werepur o highly sonsangiineons Amab fzmily from Saweil that fits
the HWPOL svndrome. Pedigroe analvsas reveulsd the presence of 27 members of somsecniive
gemeralons sxpreasing oolemio ond extra colonic lumours, effecting, bolk sexes ot differea:
voung ages DIMA apalyais were oleed o 3 atfocted oremnbess, Bucati ol annly s of all
exims of DMEHD gene were camed ot Tey FUAMNECE test followes by direet sequcncing of
the Trapmen. with a band shill Sequencing shewed & germ-lime norscnse nodalion LITEM
e 4 of the hiEHE pene o all 3 sasples, Cher members of (e family ac eurrently heing
eslipales. Gonetic sounseling end screening for germ-ine mutaticns in indzvdeala of such
peacticslly predispesed familics will help m preverting mhlicnal wmowrs i the prtenis s
well s i high-risk nea-svmplomats: mutation easdiers

Eevwonds
Calon cancer, heredizary aoapely posts coloreetal cancer {7 PO 23, mismarch vepnr penes
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ouoprolinuria: Blochemical Observations and Case Report

Mavaed 8. Al-Hashmi H.; Tatab M.
Gepetic & Thalasseria Certer. Al%asl TTogpiial, Depatinenl ol Healh & Medical Services,
[nthat, [TAR

S.Crsoprulunirs {-rproglutamizssidarit, requling from ghitaliiene synihctass: defomncy is
vely Tune aulostinal reeeanve disorder chinscrorissd oo ils severe foom by rongsive Oy
cweretion of S-oxpnelineg, nctaholic seidesis, bemalvtis arcmu, and central nervous SYSIST
gamage. The metabolic deledt pesnlia o hew GETT levels, prasumahly Wil fecdbnsk
orersinmalatint of gnmnm-t;]'.lm'u:rl-.:'.ra'.::i:m gyoihesas ool its subaege comversion 13-
oxprobipe. We bave fume acruss d palient with persistent 3 exoprodinuny, who usantzl
it [asicn meratalic acidusis ag w acomle; bt Teviains nsFrAplumnatic with ool grewth
ang dereleprient L el ghianontas wif @
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Alpha-Thalassemia Genotype In Iran

Zarbakhsh, B; Zeinali, 5; Karimi, M; Mehammadi M.5.; Shafielyah, E.; Rohl, 5.:
Sadeghi, 5,

Pasrear Instioute of Trun

Tt s sty we wonted to sce whether sll a-plobin gene moladaa amon munzan popidation,
can b lelected Uy the simple, rapid end incepensive methods, Using PCT based fosts fin
delinmg the mulaticos canizinge a-thalasenin, was o Gist v, Wie bepun wath the we of mos
famons primers menbca in a lol of erticlesthough v wsed the published method, oo
convinging results wore ubluned. We Theretore champed the hlood DNA cdracion method
aned peclorming it Stare and Touch Down PUR, However: the raaulting bunds inchsded non-
speeific Tugments. Finully by propanng o new Inoffer b, we were ghle o amplily the tareel
TIRA wsing wll mentioacd primers. Wo peclommed Both globm chain svnibesis analy-s gnd a-
giobin gene analvais by PCR in 85 subjects wir maeroeytosis und noemal TTHAZ, EbE aml
serim i, the &z plobin chain synthesis raio, were Tetween 04 10 |50 Sofar we have [mmd
the anusl comitwniaboutdS%) heing the Delerceygous stile far -a3 TEh detetiom, the
homozyames condition for this pattons was glou a4 2ua) genotype. Also v repor one case
with 1ke a2 5000 enotype. T eould be inferesng o cxamine the relaliooship berwesn the
wpe of roclalion and the globin chain snthessis cesells nod other Bood tests

10
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Pregnancy Outcomes in Women with Pregestational Diabeles Compa red with
the Gestational Diabetic Mothers

Earidah akhtaghl; Menireh Pourfavad
Pastiel Dniversity of Medical spience

frtredyshm: T sompare Jregnancy catceme 0 pregesaboon dizbeles and gestationol
digbetic mathers Thisbee melites s ong ol (e mosl enanmes and important melebolic disesc
m e pregonay perod Despile comsideraizle mlvances mn the manspement uf the pregrancy
complicated by diaele riclitus, ewbryo, feus gl the mether cun esporiense  Aores
eomplicaton of divbeies Over dicreles has & signficanl impacl un Dregouicy oulsme
dircetiy Lo disheies The probabby of muevesinl oufeome for the felus&infant and the
prepestaticaal abeie mother m wolated semewhit to the well contralled of disbates We
deeided e siudy, gornpars the soverly of muterral and perinatal ceanplications in bas groedg
o pthers fGeszationnl ond ovent dizbete athers]

Metaod: I Triabeiic Resemah Cenler in e eadd of Ireni K horesen) we bive been smding
proglol cars imd pregnaney ouec of woren with dighetes whi were suffored (i
apraconal i overl disbeles bt rellered to this comer During pregnaney period noul afer
delivery mitcome of mather arid e sbes veere sindied (Mov 2001-Fov 20803

Resuls The pregranl wormen safTering [ron owver, diahete wene the mos smdied populo.
a3t ol pregraneies lead Lo aneron and the viost dmeidence of s ows et lo PrERREL
women sfferng from fepe 2 dubetc melitns Precolampsia was scen in 11% of gascs thot the
e incidence of 1l wad seen in gestulonal dinbete, Felnl death was scen in 108 of these
peegnunl women it the e incidenes ol its was seer i pulients wilh overt diibetes The
mest anmmon metwed Toc child hirth was cesarsan szcann in thiy stwdy(d3% 0 The mnst
reidenee of s wore in pregnunl woren wilh overl Jiasetes The most inchdenue of infum
complicatioms  Weps . #CCT o ginhome  omethers  with o pven diabete b Foarz
lm:gmm.-_;.j_{-._-_-,mpjj;,m.:.-_ﬁ in iafanl includes: bypoghyeemia 23.3%s, premature imlent 11 1%,
rospiratery distiess gypliome 1% 8%, comgenital smomaly 125 %5, aml imacrsinia 5%
Corelusion Tn e iahetie mothers we would Be seporneaded consuliation and onsefully
preaabal care Lo preventiam of curplizatiuns i mothers and Tenas Use of fole acid dunng
prepoatativr ] and prepaary pegicd 15 very pessesaly LT [rOVCRIon of comgenital anomalis.
Wetabolie care i peegront moihes Bave b fane cmefially Wiomen witk poorly sasntrolied
Glahete may ol cxpesl & sueces ] proulay CUiuanre.

oy Wirds: Pregrancy -Diabe-tesl aticnal
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Three Cases with Limb Anomalies |

S.M. Almadani; F, Afreozan; Y. Shafghatl; WLH. Kariminejad
Kariminejmi- Nagmazadi patho gy & (enctic center, lran

Twe patients with Tivisl aplusa-Eetrodseryly syodrome This ratem of malfivmoeion arc
mzluded: spli-handfsplit foot, alisence of Anm s Tegs. Ours patient 75 18 month old aale wilh
nrelated parcats s sulfered from TTvposlusiie abect tibo, split kands, Thy poplastic/abscnt
carpals, Absenl metacarpals & metalarezls, Clligecnctyly, phalanged tocs, Bitaiol plellar
hypoplazia and contracied koce nints 1 he seoond cise s bwo yoars old mole from unkiewn
parerls thal sutfercd from Avromelia of upper hmbs, Reduation deformite of anns, Absent
bond. Fovpecleslaciabeont carpmls, Absent fingerdos or oligodactyly, Absent metacarpaly &
inelalarzals, Eypoplasiic or akzent Tibia,

The sevond syodicone s Fbular aplaso uhipodaetyly-caminmelia that reparien) by Hecht &
Soorr (1981 12 dneluded abeerm honds, abasat Bl Our case wis ppe vears ald male [rom
inrelntzd pancsts thol suftered fromm Reducion dofarmily of anm. Absend hamds, Oligodacsly,
absenl hwer limb, Rowed v bypoplastic femur, Hyposlastiod beent fikiela and Shoy, Ahsent
Jeends togs, Svndastyly of tocs,

e can cases with tibial aprasn-Litrodaenyly are similar o padiesns (qat repocted wath this
semdrame in refernes, but our casc wilh Libular aplasin. oligedaerpiy- corrplomelis may le
ginilan 1 b Jennar- filvulas adog comples (FF U syndrome B ulia deflzicney vl seen i owr
sz, ARZ the clberhund in fibalfar chpodactyly- camplomelia not seer any kand of forer
odelt vy,
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Distribution of the Clinically Imperiant HLA Alleles Among Healthy Bahraini
Fopulation

Erman Farid, Sarmya Rostum, Aida Al Fadheela £ Alawi
Depraatinent ol Fethology. Micehiciogy Momunelagy Seetion, Helmaiya Maiical Compled,
Kingdom i Bahrzia

ELA asaostgtion Wwith cerlain SUtomnans and thewmatic disenses is well established 1TLA
aich s losated o chreroscme 6, is consuderad as one of the inferied risk fasions for some
dismras. Trhoe erigin olavs o oensial ol i the dilTerent distrmbican of HL A afleles ameng
individuals. Kingdom uf Baheain s an sland wib 2 popalabim of mixed Arabizn ool Fersan
arigins.

To study e distbotion of climeslly mmpoetart HLA alicles wmeng healihy Rabesim
rpelividnats we wadied 230 werelated mdividaals vt of 00 Kitney ar bone serow irunsplant
perential dennps, dunng the perioc January 1996 10 Januay 2002: 10 wlass] ELA 32T and 112
were selocted, while in elas 1 FTLA DRE, TR ard TTed. HLA 1327 2 keown 1o he gssoemiod
with mkylosive spomsyiitis, HLA B5 with Hekerta disense, TTLA DED and TRE with tvpe
degheies, TTLA 134 with checnateid pehiricis ang LA TR god T3 wath syaromis upies
arpfhematos s Among Lhe s0died gros HLA 27 was oaly present o] 6%, HLA S50t
its 1w splita 51 owmd 50 an 22, HLA OR 2 in 208, TTLA DE3J in 143, HLA TRA in
138,07 A B 27 is a tare oliele in the Dalwaint population, while the ocher shudicd glieles an
mndarely distribied,
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A Study on Triple Matemmal Serum Screen as a Tool of Prenatal Diagnosis in
Bahrain

Cas M., Hasan Sanad
Clicical Biechernasiry Secticn, Departaent of T helogy Selmanive Medival Comples,
Kingdem of Balirzia

Laghty pevesnt of chiliren wilh Dovar svndiemne ool S0% of childsen with Upen nevral tehe
elefiel e bom fo wornen less thum 33 years of age. Marermel inple serum screcaing din irg L5
18 wceks of gesialion with matoreal senun alpho-letoprotein, human chensnio gonadetropin,
o vmeonugased esteol is comadersd 88 an cmgertant ool n prenstal diagnoes of these
coneditions L aough certamn canters Tave inibeled quad maternal senvm sereening with addition
o dimeric nhibin tvpe A, inple scrzen s rast vommenly wsed el Tow motsrnul serum
AFT, ynd ul3 and high T7C0 me vonsidered 23 markers |0 suggest possitle inereused
metenss of A5k of Duwn syodreme. Caledlation of Muliple of Mulmn (M0M) and

erivilivn ol adjased MON s eeemiial [or evaluarion of -isk Adsusted BOM cvaliation
requivea ifrsbudion relulng to 1) Pasieat's dute ol barth, 23 Careent weight, 31 Due datz, <
The method vaad for detenmiming the due date T35, TMT), 53 Date of last menatizal P @
The mumber of [eiuses present Jf Keown), 7) patient 3 race, &) sty of L0000 and 93 known
lymuly bistory of vewsal (il delests, Median of AFP, HUG ond 0F3 have 1o be pssessed for
the rice, The present sudy cvalosled median of AFD, TI0G (MELS methad) amd ok’
[(Chemiluminescense method) for 15, 708 whs of gesation ir Tahrn population and
Presenled BIong with esingason o medim in wastern populaion.
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Hemoglahin and Hematocrit Values of mowborns in Mashhad City, Iran

Gholam &l Mamour; Wahid Mobahar
b asnnad University of Bedizal seiences, Pedislic deparir grit. (ihaem Hispinal, Mushhad

Cppeitive: Hemoglenin anul hemetoeril have reen uacd routinely in the diagrosis ol neeaatal
ancmiy wml pelrovibemiz Our objective o this study  inchde deteriumog the red vel|
waluesTTi-Hay i the gonl Dloodownpass e valtes with other tepomsto mldicss
wecnziaton hepween coml Blood valwes with muiemal hemo opical s (HEDL

Bdalled and mueerial:d wlnl 170 pumed nonnol asonates gl mresthiers were meliaded @ oa cress
acctinngd stidy.over 3 moenths m 2000 From (he eard Blood of these miantawith 17-12 weeks
geslational age mmld hirth wiaght 2.5-4 Kol amd bemtoory obtained by electrone witer
inter Al ol theas neosates.were o by voginal delivery and were products ol pregnancyss
wrallesits comaplsmang.

Fos s The menn § T and bl wers 158401488 with e range of LTt 2h4 mdl. 4%
B3 pespostively These  were  sapnificant difforences  between mabes  and fomals
valnes1602=1 versaz [33d-] Rl O rotal pewbornaD7 were male and (] 1
fernule Podyey heria (o613 920 was oot found in ey idants bt 11.7% ol sewboms had Hb
lgaz thun 14 @l Mes hemeaobin of molbess wens 1232001 wrd L8% bl less
11zl There wos vof any corelation beswoon cord [ Th and perify bitt weight and mebansl
wge. FF uging pearzens sorvelation inedines thepe wers pol direct asseeuiog betwesn cord Bl
and mualefriah Hh However moens ancmas neonates werd b [ mothers with low 110
! lgidly  elstion % meshers  walh =l 29 % wesus  RI%)
Come i we wens Forns th mean Hb o our newlnias were Jes-cs than valies repuriesl in
the: rricat Bterahirs and gl s no commelyban was teand Betweer ruaternl L aad cond 1T
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Genomics in a Global Context: A Programmatic Approach to Aveiding A
Genomics Divide

Abdallan S. Daar
TTadversity of Toromio Joanl Ceniee for Biocthics

Tenpataes i globzl health are amongat the most ervecwl wsees in bioedhics today. A nomber of
political, coemoanrs and sovil developmenta could cither improve or wossen (he disparitics
thut sme the manifestation of this incg ity

Human development, incluling m the wres of health, has historically oflen been linked to
spuei i wienhlfic sdvanees. The 2000 TIMDE World Development Repoct eatitled “Making
new wolmeligics work for humen development™ eoncladies Ml high-lechnelogy can be made
relerinl gad veeful to poar coittries, ae long ns nisks aee well managed.

The secuencme of the human geaone is o monpor seenbfic achicvement Tt has rised much
hope amemaad medicol ressurvhers, mvestors and the puihlic. Secause poweartul 1ools ean e
vuogerovs, mAny people are also concsmed sboot e athical Dnplieelions of sprlving
genovivs koowledze, This conccrn has heen beiphiened by contlating genormics od
geoctizally modified (O] coops In the proccss, and with the wosalisfciere bandling of the
celte oo Gh foods, the potential of geovenerelnie:s motechnolegics for improving the heallh

o people in developing eounines kus received wery Tla sliem len or emphusiz.

Crvar tho reesol pus, we beve worked wih e World Health Orgenization and odhes
uternaticne] ovganizations W leok ol botk the potecial of these technologies e impreve werld
health ol ter wimonl mplcadons. We have developed progrems st the Thivessite of
Foronto Joint Centes for Rencthices 1l bove secun svstamatically o addeess the vaclous 13sues
and approschess oal moght, oo the long mn, vedues the Dkelthood of the developrment of »
peronics divide, This won is slzeopthensd 22 the rezent desisnebion of our ceplre a5 8 WHOD
Collshoming Cenire in Biozthies, dnd v growing Links with internatioaz] organizalions such
a3 PAII),. the Afmce Ceoire for Technology Stidies, The lodma Coaneil of 5cdical
Fesenmeh nod the Chineas Academs of Suienoes.

iemorues and rolated hictochnolopies do bave the potential to redoce globu. bealih ineguites
e prewiding developing eounirics with hetver, vherper and merz st means of preventing,
diagnoaing, amelicraing, reulmE g er ciscascs Bindening their populntions, Howeser,
this cun enly kappen i enlighzonod aml objeclve snalysis, peblic ersasenen], soeee mmd
technology policies and el ovesments are macshalad wands s specitic zoal.
Additiernlly, n aress such a3 acnorves, il wwv be necessary critica’ly those esicrine (ke
izsion and apprcach of “muditicoal™ biocihics.

The a2l vl (L) foghoght mtermztional develooeens that focus on the patential ole of

peoomics Soecthe dmprosement of world kealih: 020 pn:.-u..].._ as nvesvaew ol the work of o
prograns ans 3 desrbe (e cesults of sonne ol the megor cesearch proj octs

1&



The Ist 800 Senelic Conferente - Genelic Medicine Bennli(s for Al

Birth Defect Registry, the Hungarian Experiahices

Andrew E. Creizal
Fundation tor he Communily Coatrel of Therediry Thscases, LHulpeat, Humgary

The Fimgarian Cengenital Slreomoluy Fegisry wis catablisned in |0 bazsd or the
chligatory nolification of weaes wilk sioectural birth defeets, v, congemtil abaormakiies By
otetmmenns (i Humpay all deliverics ke plaze n hospital s birth aliemdants. am
ohsletricians), seediatroins Oxorking zonerel and specilc surgeel, cardioiogieal,
prhapedue, el inatituoens ), b peliclogists iy wos aliliaatory for ol infant deatls and
gl T shillporn fenzecs) umd by a1l otker physiciuns, Pater the data of mulfonmmed fetuses
[ chectively lerminguel pregnancies woe also uhtained, 'The task of (e Regiatry hos tean
i delerznine as rebiably 33 posable the Daseline ocoumenie. teaal prevaicnes rae of differeni
sempenital abmermalizies (11 e delec! jernaeral wnddor spatial inereases (the so-onlled
clusers (M kelp plen madical and sociel services lor affocted persons, and 1 31 1o caumale
ke plilic healb importonee of Sifleseol defoots o ial resovTess can be properly allosled,
The gaabty control of the Regstry o5 hased o e proportion of misdepnoses, complocness
of peifesion wnd the wse of a patbogenctically eriented clawificaion, The ol
weamation tdicased the diFevent quulry of seeerded data n letlral, sewvere uad mild defeers. In
L0800 e first tusk of the Hemigtry wes exunded looa population mased casc-zonin!
sinvciiiance syshen. Thiy syslem i@ appeopraie for the posimcketing surveillanee of doug
wratogenicily For (e fngersvsment of compenital abpirmaliy digreses, to get irtormesl
songent from the parents of wasss o Tecord persanal datd, o have a commnincaticn with
parents nad o geovide oednal fur rescaril
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FPrimary Prevention of Some Congenital Abnormalities

Andrew E. Czolzel
Lendation Te the Commumily Contral of Tlenalinry Disenses, Budapest, Thinpry

Brperionental studies ond epideviologion] obzervotzons indicated the mole of mieronuticnt
veltedenay da the ongin of srvetorl baho defects, Lo congenital abommaoliies (A5
parieulorly of peural whe dofeers (kUL Tae mrervention siodi=s sqowed the eificacy nf a
Folie aeld-contaireog mulevitamin and fole wd 4 mgy alone i the seevenion of M1
veutstence, Howewar, aboud 954 el women whe deliver sofamils with NTT have oo previong
PITEY propmamerss, s the e aoal of the Hunganan randeemesad deoble-blind conteolled
[mal ond two-cohit amirolled sody was to delemome the effizacy of Ui soethod in the
ridaiinn ul Grst oceurcence of 1D Che pharmacological dose {more than 1 mg) of folic
a2id Ty Dave sroe sl verse effcors Toas i ceormal be pecemmende:d fon 1 P liizon b lare
of wilkvnil medicn] suparvision, Thus the Hungarian wizls e he preveniive cifect of
physwological dos: (65 mE) of folic acid sx @ compopenl of & miciomicen| osmbination.
Firaily, 1he thand goal o the Thoygmiun inzls was to reveal all pussible adverse and Seefial
etfieet of fuhe nad-veolinimg micramztiects The pooled tindings of these a4 indicted that
approecmntey 924 of the frsl occumence of YT ey be proventad by fhe e of the
mieienl sudeed Jurng the woneephional period. Tnowditon o sigmitican: rodwetiane
weg fornd i the ccerence of cardiovascular Cas pariceularly ventizninr seplal deles,
ey Iesel™s O eapesially fhe cbadrichve Cas of pelvicurater junecon and limb raduction
Uiz The availatle datn supmest that e v of KD and other ©As 19 om0 mlernelion
herween geoetic predispngition coused B inbocn aros o lolote aodfer hossey e
orerazalisn ol - deliciency of coilen mionmolnents malnly Tolale. Thes micrenuricn:
deficiency con trigger the seoels predimposicon o o good dist and e BRI TR B PR
sipplementation of Jelw acid and ather smoromirients can nenlrilics he  geretic
proechspostion. Thore are thee oplicas Lor the use of micren imencs 2 e oimes [T
af WTT sl ather C Az diet tiek 0 pienmuinenls, pereaacesimol s iprlementaticn and food
funslization, Thess aow appoesches offer a Trgaktrangh a0 ke primary provention of $a,
Ulvicusly The primary prevention of Ons s betier an sceomtan prevenion, Le. teoriaation
ol pregoaney afler e Jdegness of soios Toal de s
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Preimplantation Genalic Diagnosis as Frontiar of Early Detection: Are we ready
to implement it in the GCC Countrles?

Hasza Eskandarmi

Preimplacfation pencts STaploss (PO s nowedays hezomeing a1 popartunt thome al
vurng ecishized oo advanced centens L azsis e reproduetion technnlogy. 15, thereline,
conaidered 0 be al e foselront of penctie sereeiing when contenplating cay dolgution for
iahecied disordes or almormaliocs. i, with PGLY still sl an eerly Stage «of
apveiopmenl, it i an appropnale time le ccagnter the potential vses of this fechnique in T
GOC coLmrics for doteciny eommon genein disorders at tae st of new life Maoreover, the
pmplication of PGD an fhe reoion should ave o tight soruriry Dor ressoms fhat will e
nddressed overbelvss, FUL raa2s sronblosome ctvioal nmd legul f=ies, which is hkely to be
v B S )

|HEI
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The allele frequencies of ST14 (DXS52) in hemophilia A and normal population
in Iran

Azimifar Babak, Zelnali Siroos, Seiedna Yousef
Feoleshnole gy Rescarch {lenler, Postows Tastitue of Lran

Hemeghilie A s o X-lnked bleeding disonder uilecting aporosiimalely 1in 5000 mles births
s hlwale Loe disease 15 cunsedd by detzet in fhe Dimcioa or production of Dlood coagulatinn
fnzeor WTIT (P VALY o magowity of bewoupkiis & satienls ne comoan aattatien is present or
whiem present s it ensaly wenudiable. This is parly Zue to laree see of FYIT geng, its “rEY
o ainl grens vanery of wulations deseribad The lmilaton has hosh overiomes by the usc
ul lmkage-basod mnlyss vsing pobvmcphic DA makes The mulialiclic Teas 13552
C5T14) 35 uo exctragenic TIMA toocker Loked 20 the boman FYTIT gene nod bas been found e
be bhighle polvmerphic dn different populatons. The TRA sequence apanting =14 VTR
wan armphiled using POR. The FOR products wers subjested o dleciiuphoresis on & 1%
Aparcee pol, 1% dhllerent alleles Qangimg In sive Som approsdmately 700t 3000 hp) woere
dlerved m 180 w-chamnoesmes o TORA smpples fome Iranians The oate of obscrved
hetercmpesly 15 73 %6 We foasd 3104 YNTR 12 be Mghly pobymerplic oo ropalation
H TR o l:b-'.'lr."j'l].l'llﬁtil.'ll'l wilh ||'.||.TIJ.I:’,"EI:|i.E mAikcis vl ]:ll'l:l'-'i'\i'.:- an L'-:'\.:I.ii:i'l.'l:.' WY four '|_|'|'|-:a-|_.g.|_: wrngy s
of hesnpkil & Famlics,

Kupwamls: VTR, Fomoplhelin A&, LES2, Factior VI PR,
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Mutatlons of the Glycine Receptor bata-subunit Result in Hypereplexia

Weyar BF, Hejazl M, vamnani 5. Ozand PT, Carrall P, Al Anmad 5, AlHamed b
Yousef M, Abu Amers S and Kambo uris M

Aiiere, Seseacch Uuntg, B TR, Thepurimant of Chenetivs, Foscanch Uonlre,

e &R, Demntment of Toonrosricncss, KFEHEL

Hrypereplesiz (HLEKY 18 insammn demeneat dsurder churacterized By aboural slartic
reapoguse and nenatal Fypertonia (majer [, or ealy the abpormal startke sesponse [Mino
frare) due he dvslnetion of the plvcine cesplor (G-l Glysne, un nhibilery
negrelpamitier i the breinstem wnd spuwl cord huas been implicaed in the regulation of
oscte tane, The Giv-i comprises tour ligand bisnling nipha-subunils and one saruciural bels-
st sreadad by the GLEA&2I4S, -4 and o1 Ri#udh. genes espentively, FLUE in Tumeas
las vl racenily hoen exclustvely agsccialed wills mutations of the GLE&I95-1 sl
Homewer, wrwine sindies bave inoeeted el the HUK phenoivpe resclis from dtatons uf
sfher lhe GLEA#04S: o GLR&FME, This sludy uged fearr Saudi Thvperekplean fnmilies.
Cienotrping of these Tanilies was comnlicted wsang miensatelie markers dlessly ke Lo e
plecine reeepler alphs 1 CGLEAT (TE5Ene, DEs i1, SPARK-L phecing reccpaer alpha 3
poi AT (D4 AL0E, A2 17, 18243 1 s and glvein
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Localization of the Gene for a Novel Autosomal Recesajve Neuromuseular
Disease Featuring Tremulous and Myoclonic Dystonia with MRI White Matter
Alterations

M. Karmbauris, 5. 4. Bohlega, [, Trabzuni, B.F. Meyer
AraCivne, Kezcarch Cenler — KFATTRE

A o] gurosonil recesgive nesromeseular disorder ehanglenized by temor of jovenle
omacl, dvsiomin, myoclones, spasticity. preserved cogrlive corcle lor und peviphuern) aervous
dwsem funetions with ditfae whits matier elerations v hrain MRET s sepTegatiag i lwp
consanEIments silshps, pas of tme extended Sy Central conduction tines for visl,
molar s sensory sscns uee @l polonged, Dysosomal, percxisinnl, mitccliondne ond
eiher melarolic ahnermalities were exclugad. Tomozygosity mupring localizad (he offending
genc b Tlsd 19130 153 with LOT—3 89 al thera= | he expectal homory gmts penolype
all allected individugls wag for markcers DITS1298 gnd CHPSLS3T. Additonul mapping i«
eurrently perfonned Tor wamowing of the linkage inerval with ricrosstellisc markers and
Ringle Maeleotdde Pobymarplims (S8Ps1 The Imkape migrval hoedories oo presenn (3
mdlion by ui e phy o] mapy, wonlg #IT GIIRY2T) are delined by the mresence of
hetepgeyrgesily Tor a distal SKP ik affeciod indovidisls wilben the FARXT pene and penefie
recomnilination foi the procgimal rowcker DITSYYE Prsitian cundidatc aores sorecnod G
pelaogenic sequerce allouions and scbsequently excluded ae MyYOLC (hfvoean 17,
GATLA A} receor-nsociated  prodein, VAMEZ CSymapuboevin 2 vesicle  zssocinle
memhrane. prodzin 23 CLIER (Kicoling Chalinengie meceptor,; © & B1 sobinits, FIRX]
(Turimera:s recepler P2E, fpind-pated ion chennel Dy AR (Hering racernis and 17PN
[phossiwidylinositn] traoster proleie). Additicos) positiona] zandidates arc PSS Seroeid
T Mutguon Dalerizon Fnlancement (WD L iseraduple, unalvaca asd sequencing The
uwndque pheoobrpe and becalizazion 17913 a0 cmsistent witl the wderification i nos
sentarEe e dsordes,
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Novel Mutations underlying Nephrogenic Diabetes insipidus {NDI)

carrall B, &-klojaii H, Al-Aboad A, A Hassoun |, Butt A1, Rajab b, Al-Hamed b
karmnkaurs b and Mever BF

Aralrene, Rescemcl Cople KFELMC, Departmen] i Gepalics, Fesuwch Cemtre, 11 TRC
Tepurtreert of Todiatrics, KL sITRE

FITH 5 un inheried digesss chemnetenzen tor inalility of the kidney to conuentrale 1ine (B
wamilation with vasopreasin Waatulzors of e wasopressio Lype I-revesdor LA WPRIY Lgds]
e aquaperin-2 (AQEL [T 313 mesalt m WL AP mutations nave besn azzocinted will
st degmin ant {AT1 and sl rooessive (AR inkeaumes. Twa of 16 MTH fuzpilics
were solepled for amalysis, Famly | fapprcatly B-liokesdy had 3 geverely affected males
nocmal peents wd 2 chinically qormul Females, Famly & fzppeiealy ARG hac 2 severnaly
o fwred mules, § alwced fenele and norrnel distemily related paseots, The pexhing pegnond of
AVPRED and ADFT were sereened for muaton I meterndiaplex pnalysis of oZhgatc samurs.
s henorod upexes wers delectod 1o SRR and duriner snelvaig wos by dineel soquerng,
o AR Actenaduplex pallorms wels ghle to exciuds meolvement o bl b Fammzlies, Closar
crsmination ef faily 2. showed Gl the ot wos mildly sympomitic and the dunghies
fruch ogs severc dismad thn
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Molecular Characterization of a Novel Autosomal Dominant Hyaline Body
Myopathy (HBM) in a Large Saudi Family

Vchlegz &, Aba-Sincn 5H, Lach R, Wkl M, Knmbovriz %, Corall B Al Ornar k. Al-
Baved ¥, Hoodgkinson C. Rhugucha V., Cupeler LY and Yeyer BF

Imshitution. AsuiGens, Fossamch Coitre, KIBERC, Depurtment 11 Meurcssienves, BFSITRE,
Dopanment of Pakologs and Laboramoy Medicine, XISHRC: Thepuriment of {ienelics,
Reazareh Ueatre, KFSLUAC ; Prince Saimen Cenler fur Lisak:ilily Kescarch

HEM 15 ¢ core congenile] myopaty wih e stapathilogieal fostires We descrilse TLLIM
wil gatasonn] dominan) inberidanes in o three geergion Smuli Tumily: Fight of 15 children
their mother and malemal goandmaticr wers afeeed. Five of nine Pullents presenled with
nen-prowresave, prosioel and dislel weskness, e bolbar, Tmeal ar ol weaknoss, bl
sigrificunt wasting, uad loss of suScutanecus far, The other Sour palients shewed enclv,
pregressive seapeloseneal weaknuss wilh car’y loss of amblion, bk buopaics showed
Jisrele sub-sarcolemmal Tyaling bodies o 1L m anpeosimuely 20 of wpe 1 skeleol musele
fhhros. A whale 2erome seen of wppoesivalely T ool cesolulzon and Tokege analvs's wih
GeoeHwrterPlus resuleed in o maximom LOD scoe ni 3101w DI4S13R0. ). High-densit
manping surainding e linked hgus was perfomed w0k 2 odditioo.l uoreazeatly lnbeled
rmierosatclive merkors Mulbpodnt parereine linkage wnalvsis shivwed thar the Irkaze rceinn
weth o maximuen LOD aense of 300 evtended from T #5142 o THISG0E with « peak MPL
secle of 375 au AR, The MIYLIC gonce MYLS and MYHT g e (he repion hetween
THAS742 and TVL4S1280. Sequence araly s of the Snling regioas of MYHT ccvealed wa A o
S Lavsversion &l elesids positinn 23611 (052880 rezulling @ & histicing o leugine anmo
seill chunge al residue 1501 CATEOLLY Besencne of a0 gdditional 130 chremusimes Jrom
cundory durmal dadvidunls inothe populanon showed oaly ke wild fype A nueleotide g
pesthion 23601 (XI288.90 1% thegerieity of e TTISOLL matation modl lively resalts fram
drarnptiog of MYTIC uzsembly
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Twa Foundar Mutations are Responsible for Papillan Le-Feyre Syndrome in
Saudi families

Ullbrn C. Pedersen ¥, Boumah CE, E-Samadi S, Wakil 50, Al Ahmed S Yousef N,
Kambours W and Meyar BF

Areliene, Resercl Centre, KFSHEC: Depanimeant Cenmaes Researen Centre, B FEHED,
Lrepauromemt of Thenpsny. KFaHED

We geactyped 23 Saudt PLE Jabents UsnE 1 rricrose ellite markes (15901, LS4 IRY,
154147, THI1SLTRSE, AL W ETyas, T 151354, TI1184197, D154081, DIISLIE0,
DU14593 ) sumeunding be cathepsn-U gene o chromaseme 11 AlL 23 palients showed
by mostiy af TH1151350 and T LS TTE wihick defingd 2 region of approximaiely S00bp
At THL151354 amd TLLS1780 genolypes and haplecrpes midicarcd the presenoe of @ slrong
foumcker citeet AL TAL1S 1780, three poacivpic SUb-groups I93:163 (12 putients), 173073 (4
nazienls) aad TEWTESE {1 puricnt) were identilisl Dirscl sequenaimg of cathepsin-C exons
Frm individuels rapresenting euch of the iiraec genolypes Was perlinined. The most cemnme
genatype (1RI 183 ) was ngsociated with §15G o U satation mewon G editing m un argizune
to proling changge ab smine acid 272 (R272P7 [raticnis with the 1737173 genolype all curmed a
RO mution i esen T of waihoepan-tl The 1857189 genolyje was resirivted 10 une farly
ahich was not identified Paticnts froon this stedy represenl fire larges! geoap of TLE fumikes
simliod at the moleculnr levels and shew the presence in Seuli Arhie of o [oundes
popmlotons of PLE paticniz (g bgg proevided un opporTamily o CRpare phenolype'genoly e
corralaticos within facse [nder greags.
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Locallzation of Genes for a Novel Disease Characterized by Intestinal
Lymphangiectasia to 6p21-22 and 13014.2-21.1: Evidence for Genetic
Haterogeneity

M. Kamhbousris, 5. Shabib, A, Al Meheidib, H. Halaki, B F. Mayer
AraCens, Foscarch Cener KEAITH

Twlestival Finphengdectasia is the didntavon of the intestinal lemphatic svstern vesszls and I
chataclerized by pmolein losing enleropetyy,  “eslomhea ol bmpyhopeniz,  Lour
vonsAng ey (0] Fse cousin mamiagea) aneelored nuclenr fumilics afecle:d with 2 nevel
anloeomel reccaiive disorder chanwlerzed by intesiingl rrnphanmeriaziz. were lennlied.
Dizcase omset dz carly (-2 vesss) and clmien] featoes inelude brmphedems, protein Josing
enleropatliy, malwbsorprion, gewh Giluse, genernlieed edema, dismhiea and fecimment chesr
and skm mfestions Mene of the koown herediary iotestinal lymphanpiectssia - anddor
Wymphedema  disorders seom 10 comelate with the inhcnlimee paztes und  olinics
armprimalelogy soon o Lhese familice | lemerygesiny MAppIng wirh recrosatellite mnckers
wug patonel For Zamiby | i loor nEecteds), o maximmm T zoore of 4.3 of thela=" 1w
altained For makers DAS2439 & Dag1017 idetitifving oo arca of homozygosite by dessent
lecalizivg the dissase pese 10 6p21-22 A mucamum linkepe mterval of 30 KoM wag dofioed
by dhe prescoce of recombivanis ol e distal TMS2439 and heleroey gosity al the prosimal
[5R2E U mamkeers. Tt o Sp21-22 could ot be establisked for a1 feas) two of e o hes
lwes families mdicatme genelic beterogensily. Altected members from fensfiss 2 ithree
affectenlsy nnd 3 twir ullecteds) share :m aren of homnugepestty at 114g14.2-21.1 within 1 30
fohd linkage inlerval defoed by recombingn) events at the prosamal THASIES and the disra!
THERL320 markers resilting in a combined LOD seore of .35 a1 thely=0 for the bommezy gous
mlerval codimome markers DISSO7ER & (350403 he ubnkgiis  ympAaneiceiasi
|'l|'.F:I'_|I.I|._'.']:': the aurnsomel mmocazive prate of inteectanes and the |1|:i:'_._||:. tavalization 1o tp2 -
22 and gi42-210 ae vommstear with the identification of a novel lvmphangicerasm
casurder exhiviting menetic hateopeneily. The miluzity in clinesl sympomarnlogy and the
gerctic hetsrogencity demonstraccd suggests B2t the diTerent mumes mvolved might be
COTIZONCALE o) b ocomimen Deochemmoesl anddi stmaling patheey. Related comdidete genes
vapping within e Gnkage ivtervals ui chromosone 6 and 13 are being scrcened for
muration s,



The Ist 600 Genelic Conferente - Senelic medicine Bena[ils Lor Al

Rapid Detection and Identification of €. Jejuni and C. Celiform Chicken Sample
by Real Time PCR

Ahi Hataweh Marwan: Bates, John2; Patsl Bharat K. C1

[l_.1_'i|_;r,."|bi,='||_ H'-'"il:-'ETLJ". and |_':ri.'\b.|..-:1'\-..'|:r:i' |__[|E1_ 5-:|:|m‘-| of Hl_-i_'lrl'l.:l.lﬂil.'ll.tlf and Hli.'l]:lll\.'l'-lli.'.."ﬂ..l b [
i b TIniversaty, Selar, Brishanz, Avsiralls 4111 and Dukic Hea'th Manbiolegy,
fueenialand sleath Holntine Services, Cracenslnd Trepurtment of lealth, Conpecs Plainz.
Misame, duwsiala

v have developed o baa-stepped Kenl Time SR asay, iv & LighCyeler M, which deteots,
entifies and dillereatiates the pulbogenic, C. colt und © jegun, from sll other mambers af
tae Family ©Cwnprelobaceriozens Tn the first step of the away, the citinuous mnnitoring of
Cinarescence Resonaree Cnergy Tnansfer {(FRET ) sagnnl 58 acguared from {he of twe adjacenl
flacruproties, probe Cps (5 -Cra-AGHELGITATALL TTGTOGTTE LGP0 ) and prabe
FITC 1 OTGE] AGCTTOCTAGAACTTATAGA-LITC-3%), which ytridise w e targel
681 bp ampliomns of he 65 rRM A pene (L. col position 1002 1o 1673y These amplicon ars
sroduced ' the primer pair, F2ialiTasl GOOTTAACCATTAAAC, L woli pogibon 782
and CnRey (AATACT AAACTAGTTACLGTC, F. coli posdtion 13641 As enpectad, on
pereaze i the flaenesccace wis observed with beth ©, jeiuci and £, coli but acs wills any
wthar Comnpvlebester speaies. AL of 55 o C was obtained nun the dsassacazien ot e
Frporoprobe G the eaget DA ponfisming the specificity ol 1he assay
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Identification of Genes Responsible for Coronary Heart Diseases in Nigerian
Population

Snkefun O.
Lhe bioasictoe research coiter, Ingulty of science lumos state wriversty, ojo PME 1087 Apape,
laggins Migreria

Pustlzenal eloing 1= now wwidely wses for the identiSeation of geneys defzete that wre (be basis
of iihenled discases. A necessary fist slep Lor positionly cloning is the mappiog of the gene
locus thar co - sepregates within [umilics wit u perticular Ji seese or frain which allow fSor the
alhecanen of & speilic chromossmal position to the sespensible gone,

Althongh magping wes intizlly developed far moropenus wats, o has now hoeomne the mos
widely wsed sretogy o ullovate factons involved in fla einlomy of comples diseages. the must
poregrlul reeloigue cureatly available s linksge analysis with kighty  polymoerphia
micraslelbie markess, whivh mvolves i exumination of the entive semeome With & ser of
everly apenl merkess, This tvpes of study is wsielly referrad 1o s o EEOCENE S

Cureently, i zonjunztion with & few pavecs in Burope e are intoresed in maping the
aumetiz factors responsitle foe the multifacterial diveuse byperengion which leads usuully 1o
coronary heart dicscases i not propady numeged. The slady dnnlves the analvais of Jarpe
oumbers of phencoypleally well chacazcerised famzlies, For this project a totel of 190 Lemlies
tatalinge about 2670 probunds with twa oo more afected siblings cack due for svessiganon (o
Loentity penetic Ssctors bwelved with susceplbidizy. The sludy s fmesed ono iaolated
[vpulationg o take dovimtage of e wsidoted goiehio helerogonaity i thess population:,
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Three Bahrainis Families with Retinitis Pigmentosa, Ataxia, Neu ropathy.
carabella Hypoplasia, Mental Retardation, and Hypogonadotrophic
Hypogonadism

Eafime Meama. Found A5 A, & Jabbar Al Ebasi, Ghazi ALMahToos

The classs nsgorarnon ol ataxu, peropstny wnd pelianits plgncrios fias been pepin tod gmlicr
ws (PiART grndiome ORI . a0 500 Do, Rypegodas rophic hypogonaduen was
it desoribe Wit he phows symtroms Pt o thoucher-fenhauser SVRATe AT e
215470 the sssecigten of spinocers=heilue atasi, lywpogrmadoinphis v pognadism  and
chomretenl destmophy has been recognized Ty Hoaches g Cizhherd (19670,

Wi desrilne thise sepurate Lonilics fotn Linhzain with fve consislcat Tealures Mizze nclude,
stpes, reunecathy, menal etlaben iy prgonadutophs lypogoradssn relimlis
praenenliss, The parevis aft Hheai St lies were comsan puIneons andl all of them bave soilacy

el sthlng.

Tn sonelnzon our pelcts watld e aspeciiiil ol citier o 8 newly dwgnoscd syndrome.
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Multifactorial Disorders in Saudi Ara bia

Arjurnand 5 Warsy; Mohsean &.F. El-Hazmi
Lrepatiment of Fiuchemislry, Collepe of Seiepee & College o Maolisine, Kivg 4aud
Hrnversiny. Rivagh, Suah Azabin

Plulilfadtonal disodens are o sroap of frecucitly encountered geieie defeos (s MU I
cortbucions from beth genctic wnd ervirmments? fucteca Tor thell developnient Thcss
difects e pelveenic in naiure amd severa wens COTDE e genct snsec)libality.
Thange these thamsrdsrs i Eegueni ly refcrl 1ooas "templex tnnis", Some of these defeets e
prescnd b Sicl while ethers develip later o duzing wdall life Tl latier T conirbuics
Al ly te e bidity aiid ruiriality in 3e o popalalon,

Lae mie el diug mvestigation was t delennne e prcvalenee of sdult-cosel mulifcimel
Bociu defats o the S popilation. An exensive Pational investiglion was comed ow
vl & pericd of thes e in which sdull Sals weee sereened rum difemen: negions of
Sy Arabia oidizing W H.O crenn e (e dizgnosas of diubeles melis, Py pertensicig
srerieiphland nbesity, The meap sereened inchided 14,5060 aduli s arnl femanics (-nides=
0002 Foneles— 8495,

Thee resnlis showal the prescrce of ik dpeident diabetes mellies 1 0008 2nd g
Ao iniia dependent dubetes mellitus in 563 s 4535, hepemtension in 53985 and
LR cvenweight i 27 2304 ond 25 30s and obesil m J305% ind 20, 268% of fhe lokd
Banaii males amd Fomviles, Tespoclively, Aoalvas of the daira Fom Siffervnn regions dhowed
amficrl difeemees in e prevalorce of dhese disoiders B Jiderent regong ol Hppd:
Arahin. I gereral, the romles bad - gher prevalone: ol diabres el hveenesaon al
deerdzehl momosh al the regions, while obesity wes of mece Prouent soozence ir ke
farnles, Fauk ol these diserders showed o simificas ! pusitive comslaron weh age [pelO0E)
LOvasng s shurved. @ sisar aorrelmion Letwec wverwiail end obestly ol fhe
develapmen of diztetes melline gd v pecien i i both soule and Sl LI Sl
Boehiorna] dlnirrnaltics were chaereed in S Fatenl partivclindy hvperlypdacoing ard
A

levation of leptinard Lpins

Phas papner will peesent an averviow of mulifzeiomol dizomlers i the Seed population und

will ilsonzs sheps Doccza e 1 docease the Imevilance: of ihese sordors n thes oo,
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Genetics of Obasity

Brjumand 5. Warsy: Mohsen AF, El-Hazmi
Depainet of Uiechemsire, Cuiloge of Soence & Uollepe af Medicme, King Saud
Universte, Ty adl, Sali Aralia

ity 15 A mnaifactonial diserdur will gonelie and erviromenenial Tustoss contribuling, t 1lu
deaelopment. Shadies af copecdapse af opesity m lamntles, W05, and adopiod vhitdren and
e naserls gy ias genctic Leators ke o substantisl comimtaaion sl 23 mnch as #0% o
et it AT appenrs b be ascsibabl 1o genellos evariticleas, tevelopment of iesiy s
shachilely sepondsot oo the gvalebiitly of sulliical food amd oo il ComssnRon A0
yiitivazon implying thin fhe irfleence: off penompe 8 pewertil b subile, Hemee. the
cmdrer rentyl Factors shape ke gennfvae Lo preduge a ceslin phenulype

rver the lasl cmple of desude mtened in e pravelence and distibason o nhezaty o dillecas
popiianions has i ne! comgideatle momenlina due i the nssocubnm ol nhesy Wwith »
g of cmplicalicas sach ps develpnent o Glubetcs mellis, byperiemsicn and
cundrrazenlar disease Al he s time, comenierable elfnns bive teen dirsited somaiis Lhe
Liderstmding of the goictic factors sanlnmenig 1o the, develapment of ohesily Sowveral
gege i 1o nieve Bean impleated md 2 sz Tl oo ToL i 0% pesilable, whene cach pene is
helicved [ have o sl bt s Bean ot 1 the devclopment of nbesly  These includ
teotin, newrupeptide Y, lepl rageplon, el N0ECrin reepk, isn i ad csrhoxypentidnse B,
e corbntions Mem heptin aoi i3 peepo i Sigmlican

s presentaton Wl disoiss the vy siclugy o welphl gain weitit yamons medels ool wall
sl the gentic Lautars cumtrizut g ta the develipaiznl of obesly.

All
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National Genetic Blood Disorder Project {Student Screening) (1 B99.2002)

Shaikha Al Arrayed
Groelic depwriment, Salmonmya Wedical Connnles, Miaisiiy ol Health, Sabreain

Lhe inheriied disankers of homeidobin wi the most sommen exnels condiiens in Ty,
Toese include siekle well disesse FSCDY thalussenias (haly, and plucesc A-phospha
debyrlgenase defisency (81000, Thise esses s 2ocions bealth poobisns e Ara-
BUNDLNCE i penesa’ amd n Salwiin i cetieniar

The sudent-sereening et was inibmed in VUMY, end combinued B e sahseoeny Foug
veas, wilh the ain ol rasing the gwgsenes smnan @ the public: This paper presents the nesalis
el four yaes ad soroeaing {1 9O0-200

Marerial and Methisd [0 is & collabarative prisject hetween the Minisry of 1 lealt, Miniziry of
Lizveation, aud Habein Hereditay Anemia sty The plan was 1o oscreen all The staderts in
the: |1k aeede (2% Secondary ) A total of 7000 shulents were tarpgtad cvery vear; Tn e (1t
veil, B proqunt ok 0 monfis for placrine, education. hioog zanples colleerim lakbovarnr

R, data peccszsing. dhsimbation ol coeds, daln analvss. ond oporing. Flinng e
subszquenl yeers the prorect ook 425 2ot gy e Conges for sercening waz lahen
fronu purents, amd B1c resuonse rate s 3O-8505, =very vaan | oe sdoes: were fidlv infeomad
ubonf these discises frough edveetional sesdions Mo the Gt vear the letal aumiber of
Tulents soime] was 3656, While the numbey was ICTT. AGTE SERY iloraag il second, thinl
il feurh vear respesavely. The iotal nunber of st denis sgrzerel il o 3 appescrnely
ARL00 sty The number of schaols ivalved wes 38 Dhimng the firdd year, 100
educatienz] Tectiaes were given 2t selinl=, o the sobasquent venrs e lenchers anl siodents
TArage tammenge the education | sessiona my ey e ed assislimes foon the sducar )
coriniller wheo needed,

RAesme clae W0 000 G Mammational Bohiizog were distrilaled u:1|'|u.:||:. Fochiein visited the
sthind o witheew the Dlood samples and e wore fesled oo the same e Hiah
peclomance liguid chromatogrepky (HPL G Varionn machins irom Bicemly wos usod o
perform the hemegle®in electzaploress The blood san fhes wore alse st Tor bloss
Erotfing, and GAFLY lestmg, A voded fann wis desiznest veilth The demog g tie mfocma o s
el sdenl AL Be el of (e Sanipinan sechostedent reoetved @ i with the Inb realis

Beaponts were also sen! 10 sehnss MO0 T ool MR alTicials,

Restlls. Compenrg the srevalerse resalts dr L e venms LOOS-ENIC 200 |- 90007 The studs

showand that the Prevalence e of Bickle csl] dizcase among ese mnnlionlz ans L2 ] 354,

[ T R reapsciveely, Sickly el Dadt wes frmal @ 1380 B R T O -
respeclively, While Bets thal imact was aad o IR R B PR e L vespoulively, and
CIEPLY i 23 2% 23.a%n 2LAatt zoos e ively, The wuds neluded el on rhe

prevalence of these Jiscases By region nnd by schon. 1t also showed th el of hemealuzin
BE AT and Hin cach [Lagu RN

Comeliszon: We conehade g this et is wial For e commmmoy woerder oosnise dhe
aarchess, Lhe Fdunional anl soveening sumpsizes which Fave canti i Fov tlhe Tas 18

ey ave shiowed its cMect on the deslime tomd o) the ik le sell dlisnses provalence among
Sabiine aewloins

Senedic Medicine Berw[ifs Lor Al
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Evaluation of the National Meonatal Screening Program in UAE. Analysis of
sight years experience

al-Hesani 1, Salah ., Gsman H.. Rashid M., Saade O. and Al-Hassani A

v b Sereomng e Jnpe reless only the sercening tests (hernseivis, bul CODOMERISS
ull the ehopents easznhial Tor =Wy pennile b heve aoceus o @ swccung apslem tho. is
ptimnl i terzos of sashiy and periorrnapee. [0 UAS, the prazoim argried by sGrocning for
Pl in  meary PSS gl then Coageritel by pothyrendse prad sekle: Cell digzames wen:
srdveduicid in Jenary 1998 i January 22 respectively,

(3hjeetives: T evaluabe Lhe progioss af the propiam, o addiion 10 deler T the tmeidence of
PEL, Congenital Hypodhrmumism and Tigwe Dol dizcases in TIAL

aerial wd Pcthods Flood is collasod on fhe fil day by heel prick oatir o Lhe Tilber et
ekt 003, TSH o pheny lalamune 2 gesayed by, Toeslzn fluosormetsie kits amh e sume filie
pupers e tested Lo wickle Uell disense by TIPLL syslom For (ne evaluation, we usad the
coverage (aaptabe) tms fpegs of screeming peogram ndncatons {uge samplhing. e of
delivery of e speeitnen 19 Lab, i L by 1 Julk i prouce the reaull, aps ol ecall sl
el bremamant tniledion nd ursaisluctony specimen gqualtly again dae anteennlivaal
gipdards. Alao we wsal our dets Lo dotermien: the ecall e, e appannt senstlively
oy, poelive prediative vaiue s pelative medones rakes Lur PR, CTL amd Sickle well
Silanssa,

desnlis The cuvernge Wwad gund o 103 distrets Tt o atill e in the wkale LIAT,
Timernoas mdicaiine approsimules Tk terpuiiconal sandunls . exoept for acliveny ol
specimens to (e Lok sesy crar pestosyl prodused o frogh pecell ot for comgeriat
Tty road - szl an peveptable tozal vate T PRL There was o satistuclory appacsl
senaitivily specficity sl posihive ppetitive vl lor e gerital Tppolhyodiam ap T

Cengligion. Serecring for CHL PAU and Sigile el diease s wonbwlile and b

rasformance of the - ppal sereaning progran oo the ThAd i argtily ompoeing mnd we i
1w ateh aih interaticnal standusds goon
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National Congenital Abno mality Reqgistry (NCAR) in the UAE
AlHosani H.; Salah h.; Farag II; Saade D.

Inlant meraliog wle i TAE bas deelined Sharely o 11401000 ve Births 1o 1990 16 reach
RA000 Tive hirths i 2000 [he rate meachod levels comparalie o dese of e e
devcleped eobnimes, Fowever, enpenitzl abrarmalities scenimied foi abous T3% o dnfand
ceichs i 2000 and the progocion incresed fron: e provicas 30% in the Tate 19603,

CAR tepresent o special colegory of isurdas wilh M eerlical vmset (hirth) end the lmited
chmee for complehe eeoovery  Lhes, there 1s only one eptiomal alunsom, it i the prevention.
Ihe prevertion can be huesed on the ez minnsledpe e (e krareledac of conscs, Toliedag sl
wodies, fuoner moed appropoate CA dataseis including baseline poevalenee of differenl CA
entities NUAL staned ot lhe netinna] level e Tatineury 1094

Bljeclves o KCARD (1) The deemsvmton of bizcline birth powvaleace of diffeicnl
vonganil ghnommiiy conies: (31 1o estabihish  po welty lisd of prevenive actions and
iU A,

hduterial ind Meods: (1] Surees of coses The goal of NCAR is 1o rocand al [vehom
iFanls (frome bush A7 the sge of une rear) Affcchal with ©A The nein Pepratng siezs of
LA are sberztival mpatient ¢linics, pediatric wmpatieons wnd centers of Mulermng] amd child
heallin, (2] A special nondication form wis geod ne cellet the desable Sara velnled o the
malforned case, (30 Caombingg . CAs5 as defined m the HTVIE elapner of the g version of the
intermationml elossificn on of Tiseascs CICLV, cindes TH00G 055900 wilh shght i ficancon
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spectrum of Genetic Disorders in Patients Referred 1o the Genetics Department
of ALM.C. at Saudi Arabia: Cytogenetic and Clinical Experience for & Years.
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Eastern Meditarranean Approach to Genatic Disease Primary Prevention &
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Study of Hemoglenine pathy on 10000 Anemia Patients in Mazandaran
Referance Laboratory 1987-2001
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The GCC Genefic Defects Registry: an Online KESH & RC Inmitiative
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heulth carc crgnnizations do bomedicn] reseurch i1 1he pe decade. These deiving forces of
el wll ot vew demanda on henlth cave henders and neenschers

1t theaght by many thar Saver Arshiac bus o lerge nomber of genens disesses which are
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Premarital screening and aspects of relevance in Saudi Arabia
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A framework for Ethics in Relation to Community Genetics in Islamic Countries
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An Outline For Community Genetic Services for the Gulf- the Saudi Example
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Genelic Meatabolic Disorders of Saudi Arabia
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Madical Genetics: A physician Approach
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Hasmatopoletic Stem Cell Transplantation for Inherited Disorders in the
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heantigy gy beln Lhalusserna whe rejezted hee @eaf® and hecone irmslusion dependent amain,
all sther patiencs S9% (35377 e olive ard well and cured tram their discase 3 eemths o Y
venrs posl ransplantt Aport o previdiog cines T these paients, the ansslant programiae
in Crenan hag epcied e venies in resaurch Gor the besie biolegy of inherited disorders weigee
i 15 cegion und hws led to the develepmcnt of nevewr fusls T Lhe sersemnge ol (hese discascs.
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Anatomical and Developmental Study of Congenital Anomalies of Narvous
System in Fetus and Newborn in Zeinab University Hospital in Mashad from
2001 to 2002

i, Paurjaead
Fdeshind Bodicy! sehand, [2AN

Obreclive Anomalies of the CHS e ameos ihe res, prevalen: conpenital defiecis vet the
ez of ueir pectrnence s a0 been wall underdond. Our purpe in Uus slody wes e
cnngider e anstomas malfermabun and ke esplain the possitle ambryonal ronsons Tor
grunlics of nervinia gyatem o itmans.in meshad.

Dresigrr Tre this studdy, e hawe Liben i comsileration (e anatomic, stuistical coneditise and
srnirvanal explinations o infaets wie e Teen bor Ty vogmal o ahdommal delivenes
durinp, e vearin biaras zameh anivessy bespial

Materinls and melpsds: Duning me year 3697 vagoul o ahdopuon] delivenes wore
prriormedel which 21 cuses sufforme) ot Rorveds avstern aromalice und sene oder
craniclucn) dofeets ol cscs oz sent o the anuiony depurimen and W fved m L
fixglve Woight, fength znd (e bepe of snenaly ot sone af its ematorne desemplions were
reeoeded lntnation.. Ficircs sere also taken From nost of the vasas

el I s =y eremeephaly (03530 Tedroophely (L1080, e ngaoele [1105% ) were
oo dhut i mom pases wore acecopanicd by eraoetzelal momalics Ceeparation ol eves,

-'.\'ﬂ:

sutnsnet, defommthy i hoed v Fise)

Comclisions: Censidering sl and gaporzmental prubtaris, prabebly one of the agzals
producing (e defecls i addieusn and abuse of narectie subduices m ortical sapes of
Cervuns svaler femmation.ctber wifniencing Nectors 2un be malnutrien, vitamm Selicienties
il snne medicatorsm molccular sspest, angther et nvalved moacrvous sy slenm Celavls
is sopie edee qep mephogene which s okibined by dilfercnt condibens and foelkers and
inerefare, nootiees These vnoenealies. Anutonsal and bislechenmicnl shlcs of Les: defoets ore
underauy,

Kooy wimlal neovoas Sysian Aederis gncnzephaly bydieeepaely sonie bedge hog morpiegene
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Daclining Trends in the Incidence of Sickle Cell Diseases in Bahrain

Shaikha Al-Arayyed, A Aziz Hamza, Bema Suitan™, D. K. Shome, J. B, Bapat.
Ligneziie Department, Selmaniva Modical vumplex, *hdisislzy of Health, Kinpsean of Bahrain,

Introduction: Genslic bload disuases ure requent in Rekroin Previoas neonelal ACMEZNing
1985 shoveed that the inadenee of sickle cell disense (SCTH s 2.1% ond that of s ckle call trnit
(RCT s 1'% ln 108 the r'.-‘.'ill'.:flr__.' ol Hezlih A mstiiuned. a G tor the [revertion
ul these diserders. Meusures inelwded commumisy education lesgrether with screenmg programs
fantenntnl, nevwborn and sechoel sereens) and premucital colnseling  The meidence hay been
Lalling gracunlly dunng the voars A premurtal study dune in 1995, showed 501 ineidence of
L A%, Btudenzs acieening dene in the veas (999, 2000200 2007 showed incidenoe [ipures of
L% A%, 1.09% and 1 093 respectively

Objectives: Te wpdale the national dils oo the inciderce of sickle coll diseise umeng the
newhorns and Lo comapare witl the previously svailable dua

Muterinl and Method: Uncget Groupe Al Bebraini newboms delivered a0 (e (WA
ety Aospitals for a pesied of three montls fren Februacy mo Apml 2002, Auroroaied hrgh
peslotrarce Tignd chmomatography (Vaneant, Biofady was used with the bela-thalasacsia
slant program te analies cond Blood zamples A questionnaie wos tilled far cach pew hom,
Thee incloded demegraphic date, porental age and consungrainy histire These forans sers
sl Lor comprter anaky ses.

Resulis: T thousaad ‘%H.i'l'll'_'l'."i. mewlnoms consoaied the H’_lu]] [rrplnon F_i.ghm.._.'-\: yinTH
alleeted with SCT) with an incidenee of O9%, SCT was found in 16%. SCLF was found o
| 952 of the fathers and | 3% of the morhers whersas SCT was defected m 13% o7 the Tithers
i 195 ol the snothers. Glueese bopavsphate dehvdngenase deficieney was foend in 8% of
e male newhoma, and 10% of the forale newhomms, Ot parnmsiens: laiGonde moele o
Jemale ratio wnnag che sample gioap wes 11 W) Awe The patemal ape distmbution Shewed
thar 37% of the fathe s bl children hetseen 25-44 years of age. Mochers wore voounger with
B2k falling in the g growp of 20239 yogra, ) Cmsamnity e wys found o be
(12, 5% firat-cousing anc 7% far ralaroves;

Conelusion: Linhrain haz for the st rime reeonled o loss tfian ane rervent Dach rae off babuaes
wih gsekle cell disense. IF this vend contnues, Bahoan ceold Besome the firsl sountrs i the
Credf rezion wo climinats trs disenss
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Pharmacogenetics and Pharmacogenomics: Perspectives towards
individualized drug therapy?

R Wrshnamoorthy, Koumaravealow I, Gerard N, Adithan 07, Srivastava AT
[HSERR TH53, Hpital 2oben Lelie, Paris, Franee *JIERMER, Pondiclherry, frdia. #FCRC
Hospala!, Vellere, Taroil Madu, India.

T Bl elimicdenss and peatcnts 1 iz cler that cae dnag dewes not Gl and enc dose s ol
suil wil. Tnelzvidual viniabiliy i bolk Mherapentic oy and drig tosty is ponniman o fhe
clinical selting ge well o n the climical trial dunmg the developmenl proces: of & new doug.
Gome sabael ol pativnls @an oo et From theraps while oibess eyperiencs soverss drig
resctions A wwenber of Dudiers comiibute zuch inrecpatient vasiabiliny oo dieg sesponse
aliich inlods gender, age, tatnbic, disesss comsdition ard cnvirommeal componsns, S
presuaptively riviol Hapor i Al the imlvernent of senetie fetors il ctimic differences
i such varigbibly is mers and mon recognized and gum pacticols mperance i the pusl
geqonnie ery. D0 Ruanan genune comsasts of 3 hillion hases and we ane il identical by %99
i The difference of 1 % translines e potezuin!ly 3 omilbien s chanmes and o significon’
pereerrtage ol such e pes coatile s The
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Correlation of a Novel Perforin Gene Delation Mutation and Flowcytometric
Detaction of Parforin in an Omani Patient with Familial Hemophagocoytic
Lymphoh|stiocytosis: Implications for Ra pid Diagnosis

Dennisen T, Muralitharan.§, Chrisfiz B, Wali ¥, Zachariah M, Romana M, Mamaari &,
Al Said 8, Mamasri 3, Belushi T, Krizh mnamoorthy B and &1 Lamki 7,

Farilial Hazmophepocyrtic Tvmpholisticay losis (TTLHY 03 an auleeomil regssie isease of
iy childbood manifesed by bn perevinkinemmi. ongen infiliselion of macrophagos and
activalad lrmphocyles, and churastoriee b lodminant chmical dgwrse. The molecular
mschainian appears o be & dismler i the reculation of spoptests. This s evidencod b the
Tl that appoosimate’y 0%, of ptiemts wath TILH repodfed worldwide, have perforin gene
Ruatiins We reper] o this puger, a e L2 by deletion matation is the exon-t of e
pravionia gene moa 2 menda ald e bow who was Siapnosed for HLEL [lsing diroet TIMA
sequeneng, the 12 bp delotion wus found in ¢ borwes s stae i the kit and conlimes
e Retaiecaons i teh parents The deletion mutation complelely removes four eodims
Londen 284 o 2570 but main ey the vemhng frame inthe memsrone anack comiples domain
ol 1he profem, Floweriametris atialy stz of the mirneellutur pertonn zrofein inthe poticnt’™s kL
colls stwwed edneed Jowels The fositive cormclation of decrensed intecellolar E b b e V)
palient inplas thar Mowertomeny may be ol s in ke rupid diwgmosis of palients swperied
to free SHLIT Bdore stidies however noed t be done on paticits wih othar perorin gene
mutatione: L descmmine the v ol of this s
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Myogenetics, Franee and the Middle East

J. Bndonl URTIZBEREA" ; Djamel GRID, BTR-Généthon™
@ Tl de Byelseic, Hopia® de la Salptricre, [ri s Framee % Instiu do Myokogie,
Hipatal dela salpetrisre, Paris, Fronee

hayenidays neurcanuacyler siscasss compiisg al Ll L3 different conditions chameterized by
ikt high phenorypic ol gcnels heterogensity. Smee e discovery of the gae cncoding The
Jdstrophin Ty peversc genehies in Lo? (he maonly of meepathic or nearopatin entitics s
fur deseribed em elinicnl wesd patkological groands have e clucrduted nam a 2COSLE el
poine [he si-callesd breh-gind.e snsculer dvatrophies for instmee, Dmespestive of ther miode
o tpberitanes, are canaed b ovar 15abslinet genes many al which de mat share any fancion.]
rearonsnp. In hensdilnny scnaccy mokar petnpathies, polymorphizm 1§ v wors with
Fre i 5 disense casiag peres Lo el mooouland demeelinating Lorms.

Nevmarrscular disarders sheald alse se regundud as salilic heatlh issae il i
enringamic popnd aticnz 1 some corlics uf Hhe Gull seion, G mepresenis op 1o 23% ol all
sofarrals Jor gomeliv coumsellmg. oo e lang-ra, idenalieddion of genctic defoets
spprupately mvestigaied oty will Lo a prezequisive ko ey sucabve clinieal fials.

Erropeat sgienisls, okl those an Fronce, played wo imporonl ole in smcing e
aemes ol Lhis was puitiewed o frditfal e astons belion gene ists e cliems, and
ot givaps Lroan Fawops wnd fseigiel ol inicims spannim fee Yaddle Fast up b the sab-
‘i continent Tiowsver, & mumber of lopgisie and histechnizolopical hunlics aake heae
salialoratins sometines difieds TRA enracion ol slogege 2= wall gz sophistbcates
duganatic el s sach g5 il peninoalainngs. are ool avaiiuble everywhoe. o saly
and doe 1o growmp, Dnanoe] contraanis 3 aumba of Facopenn lebongionics ame baamwing
pel iutiant (o prosssa THRA sanplas L neting wnay g oler e gepe ol @ Fass s Lol
That 3 wip vansleming tha lesbnalogy Lo developping counlmes is &1 urierl oeid [ btk
aides Tt Tag been done seeesstaily T Dachenns mussila dysizaphy and sprival sl
uirrzhica J5RAAT L imany mane saplhaa SiEenses are gl o g wting Jis

Ir praallel, mepging proets ans el wnder wi na couphe of uliri-ophan cnstitons: chstal
S Prewo-Yislelin-Wan Leec symdroms, congueaital mypsllenie sviebiomes, mersing
ot pve congeniisl s drstoophics, and ooy others Bor gl milarazbeon | coagerulson
s coquirsd e el oo meve Taeeilics e Sl e lubntive Mot s g studies

i e repronal and denagrapioe ceale al Fivagene Fes in the Coll, baildnz p o allizage ol
enelivisis 2ad paticnlstanlics e e Ligensen wonikd be an ieportunt step Tgard, Gl
e paucity o labomlmics and expertise oo fhe ome bl and (e worems vedey ol penes
Gizmmes oo The olker, qome regicaal ronperaticn 1= ahaale noacEsly
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The Power of Microelectronics meets Molecular Biology and sots a new
Standard of Accuracy

Walfigang Trautwein
Ditreetes Saley ams Madketing Carope, Maacsen Curope BV

The ManeChiph Moleoulor Bioleey Workslation s o [ully  stomared, multi-porpoae
moleeula bulogy workstaricn thel Znedlitates bolh SME and 8TR analyziz Tho workslaton
fits om0 mandend Laboaulory hencl

Aountoue. open acckilesme desipn permits reseanchers 1o define, seleet and build teir oun
tesl pimels on e sepce  to-address WanoChip® cateidpe. 0 addition o (hal also validared
protocnls mnl A5Es CAnat R]'-:.!;"_:jl.'- Rezagenmst o dittarcin aj lj:ll'i'i.!U'-l:ll'.IB For ihe Hun.;-.l'_:hzl:.j;'l
Maolevuior Biology Workstaton, swch gs Beta Thislossemis, Custic: Mbromsz, Facor (1Y,
Hemocliamatods, ele. arc svnlobie Fom “cpen, Us ta 106 semiples san b dene on the
FanuC kg miciamy
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Attitudes of Madical pPersonnel! to Ethical |ssues in Iramn

DD, Earkud 17, M, Mikzat* ; H. Sadighi
|0 Cilical Lol lec Gelle Sayitrerlamd. 2. Dep. of Human Gereties, “ehool of
Meqhtie 1 Teatth, Tehran Tniv, of wledion! Sesences, Tekbran-lean

ACWHD meepne of expars m genehes wis copvened o Ceneve, Switzerland. m decarmbeer
1907, ta pevicew priposed intermuliconal pridelines on elhical 1ssucs o medil genetes and
penetic seioes The rpedizal applicotion of senctic biowiedac musl b certicd ool with di
regnl b the penzoul pripgples of medizel sthics, Autemens Eenedoionee, Mon-malfaence,
Froporion ligeamd Tastic.

Hurran genstics wiih its mlvanees, speeally in the lasi ten decndes, hes erented acw elhica.,
lerg al el prcnul 1icE.

This study was wered o ol the psese ol ebtyning pommls o viow of 756 physizians,
prses, midwives gl commen peepie, with regand w cthieal prineipies w medial § Laliod,
1he wady was perlorned by questionary methd and e descriptve and analylzal dsesmcnl
waz necemplished un the resnits, The results showed that the vpplicaten ol thess elhical
nrneiples 0 hewilh car, b been observed will difterent views.

Sueerding 1o thess vicws, ihe praneiples wers culemarized based un pricaiiy of snocnianse
|- Froportionahby. 2- Lieaetietpnee; 3- uatos & Aulonamy prid - Hes-meleliziene

Amalvieel assesnenE SRes) (hat g pumbes of personal, coliual gl ancial variohbes wese
taksp it neeounl and D relelnmskip hebween aegulive views and thiz worishles wions
grasraod.

Autenom, with spe apd mamsge ales, e shown statisiesl sigwficanse, Mo adulls
than middle mged, and men: aicpgles taan macried individuals, reaponidad negeineely. For
benciiciomes. the variable of proiaaic hag shown shalistizal =gnificende. Foa-mallieccs:
and propestomndity shuwed o he nut statisically s gnifient by Lhe varmllez, Readenis of
Tabren provaced mens fepalive Jes|nrEcs T justiee Lran those biving in allar valics,
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Mutation Detection and Prepatal Diagnosis of Patienls With Cystic Fibrosis {CF)
im lran

P. Derakhahandeh-Peykar '*, M. Rahmani®, M, Aai’, .0, Earhyd 2
FRept e vmar deneties, schoel of Public Tlenith. Tebzan Uviv ol Med Seiepoes, saran,
Trom, 2. Greniedin Clinig, Velic-Agsr Sq. 18, Keshavare Bl | chran. [m

Uystic fibroeas (CF) (e most comimer: sevare lelaal sutosmal resessive disurder in whilss, i
caised by mgtfon wothe O ransoenbrane eonductanee regelulor ace (CFTRY om
caromesume TRl Ve carmer SToupemey anumg Canensions s sppraximately Din 23wl oo
wecidence of approvimately | in 2300 live hiry The gene for CF spuns appreamately 250 ki
axd cunlaine 27 exons, O ptic s beve b detoetive nllelcs and meY enlher b heleremygons
For diffoen) musations, ar homerygous for cae of the madations,

Hoce te centificn ton of he goe respasible P CF mwee (kon G0 Tt was
Sesenioed in CUUR gane of patienis affesied by wvshic flwesss, but the prevalance of the 07
howrs i peograztocal and cthnical varalons in the workd o I B8 ubanon in CF IR gene
BB T et TN ed] mutan, CFTR alleles i he LEuropesms o 20 % in the Asions.

The DMA sumples of 24 dividuzl who Wene samicr [ore OF, puctly with their allecped
childrer gnd hiegr chorion villus sUTples () froan Lhe pregnun: women, have heen iCtes
for Fiwne vommon g ations: AUFB. CORIEL CE42%, WZHAN and NI, The sludy was
porfmed by sing (e ARWS method tor mubon deleclicn of OF gene The AT0
rLration waa foung calv inogpe wiple with lics soimin mariage 2ad tiree Yes @ othe
iz ol velatedem relyved cunples {2590 Qo ol thase U ples were Doten ey pons for wn
ditleren] mutations (AF308 yad G391, Resalis foen this sindy revesled tho Mollowing
Bonuencics AFS08 285 G510 53, (Ao s PARIA G M) 3055
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Photoanttirepometric Investigation of Facial Structures i Iramian Children with
Down Syndrome and Mormeal Control

Farhud D.D." Mahmoudi 4., Derakhshandeh-Feykar P.| Stengel-Rutkowski 5.
{13 D of Hurr Gerels, Sefiool of Public Healdy, Tehrn TTniv. of bed. Scienees,
Teliren, In 12 Dep of Anatomy, Sehel of Mediciae, [Tniv. o Liohwl, Lesm, 50 Genelic
Diagovis and Covnselling Lepatmenl i1t the Bumich Child CemterInstitule of Mediul
Ciemeticg, Umves site of Munieh, Sermeany

The photeanthrops et trefliod sugpesaed firs by Srempel-Katkowskt e al, (15H4) was uses
Lir studs dhe Dicia] Fealuzes o 136 franian chilien wita Down syncmome, agel 4 b 14 yenis,
Mingtesn prrameiers woie ineeslpated wmel comzemed o an noe related contral groug: af 11
poamnal Teanion childeen, [he obtpmed mogstmerents wens iclated Lo referenee values i bhe
e tees The morrreal rangs was defirsd v age relwcd index valiwes bepween the 2l and
sk pereentile in tae pelbestive of mamal I ciildren. Five puramcters wens conadetel
as charseniszie tainl traits of Tanizn chldren with Divan syndreane by il walues: calside
these peerccnbiles ia 308 o7 e srudistl colleoive v mud e, nazow, palonked papebral
Fisstaras amed short, amesiodly towied cars Twelve purariclors were eonstdera] az addional
Factzl Iradis by Dilee values onlside thew percentiles in 3P of the sl collesiive. hroad
frnet - candhel distancs: eominent ose Tonl short mose back: everled pessl baser dimg
azsalpbenl digtames Toreeamdy fnclingd plozimenind pper Jip. nareoed vl fissore, high,
pronnincat chury, hagh-ge, namow o aid et genokne. These results comitibule toosm
nihjetive vefinition o” facial Lt b ehaldne with Dosen svndoeine i ommogengis uliic
prop Lalive,
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Daletion Analysis and Prenatal Diagnesis in Iranian Spinal Muscular Atrophy
Patients Type 1- 11|

P Derakhshandeh-Peykar'™, M. Esmaili , M. Rahmani®, . Atai’, ) Ghassemi’,
D.D. Farhud "~

L Dep. of [leman Genesizs, Schonl of Public Health: Techren Uliv, of bedical Sicrees,
Tehwim-Iran (2) Gemeie Clinie, Valie-Asar &g 16, Keshova hilved, Tebiean-Tran

Anilezomal revesseee spinal noescolar athrophe (5MAT is aller cyatic fibaosis, e seeend most
e latal mouongee disorder and alier Tuchene muscaiar destroplry is e st comise
sevele nelromusewlar disense n childlood, The disese 15 charactersed by degeneribion of
antertor hoen cells lending to progressive pracaly sis vich sl athrapley. Depending on e
clipical ivpe -:'-C‘.-'*'..;-.'i.niELg—l—.nt?l’nal:—l:.-pe: Lintermedge  form —type I and Eugelterg-
welunder=tepe T SMA zawses cazly death Uype Lo inereaing disabilily 1o childbead (vpe
LD AL larez tvpes of waosoma neeessnve SA map tn chromosome caion 52131,
Thmiclogous delenons in exen 7 and & of e survival molor 2eumon (SVING pene have been
desaribied 10 = 00-255 of SRAA patienis,

The wiery of ois stedy were to sureening the delstions of SWMA gene foxon 7 & 1in irenie
paczeats for prenatal diogrosiz of SMA We Rave siadied 36 Fansilivs with ShEA lepess L-012,
partly with their offected children and their choron villis samples (UVSL DNA duletion
Eeoarypss were detoroinsd b PUTRELE analysas meplitying exens 7 and 8§ of SMN
vervreal molor teurorl Res s releavond {he ooy acns delotions of exon 7 and & ol 1he
SN wems in 23726 ()

Lae ditly suppert that homezygous whsence of SMN exon 7 & % 1s strongly ssscuted witl
AMA The percentage of Fomseypons deloins e sty 1= almasl ns high as thar reporied
by pcer researehiess s meethoal s vsetil, Sast and effective Tor gens disuncss und proaatsl
Loty of BAA
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Sickie Cell Disease Among Bahraini Children

Hussein & Mukarreqgr
At To evalvale the commen manifcsiabion of gickles eall disesse inochihIven to kraw ol
behiavice amony Hahraim Pepotation.

bdetheds. One yeor tecarda of the admisswon o prediatrie depertment had beon reviewesd el
essotivaly

et Total nureher of avmissivoa over pne vear in e pediatric depariment were 4332, siekln
acll dismase paticrts wess 352 (12.1%] percootige There wepe 60% male and 40%: fomale ond
the wpe disnibwiim were U-4 Fcars 2360 540 venrs 333% and 10-14 year 4260
Yanooomiuave orisos Depresent 60.3%, fover 11.7% hyper hemelysis’ severe mesmin 9.1%,
el chespoeamnonia 55%  Oesteenleniis 2.7% Oeonnvelitis 2.2%. The cerebroviescilar
aceident, sepuestatica vond and fSod sendime were eirch less thon 1%

Crmelngion VMesonocluszes erisc i e conneonest memifearazion of srekle ezl disense Whors
ot gormplicarion were relacively Less COMEICN T caimzarizon Lo slher SCO haploly pes.
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Endecrine complications of B-thalassemia Major in Bahrain
Majal Mahdi, Akbar Mohsin, A Jabhar Al Abbasi. Shaikha AlArayed

Ocotives: To had oot the froquency o endeerinoparbzes pmong Ralwaini - halaszemia
Ty,

Blethods: 105 patients with B-thalzsseamin mujer were stulies with age range of 8 mon (s
weurs. Allof thea avc Tollowed up ia the pedishis hematelogy <livic and are on rogalan Dlood
transfusion 1hose paticnts with secom Leretin level above 10000 are on repuler desferal
Uherupy

Fesalea: W fouml that the commones: endocrinopathy s arovwth cetardarion Tollowed by
trepegunadismy, Depopacat by moidism and inpease: glocose taloranes es

Crmclusion: Patients with thulwsemiz have 1o he mvesigaied peganhing endocrnopathias s
sy & therr suller Irom theae cornplicoizons,
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clinice Hematelogical profile with Children of Slckle cell Disease in Bahrain
Husaain & Mukared

Aim Ta delermings the civical ms hematolngics] parameter of cnldre with wekle ol
disesge in Genrmn which celd be nsed us basz Lipe reterenee valus

Prhent & Medoeds Retrospeetive wevien nf =50 fiics ol childszn with sekle cell disease
glreading podinloe Slieia sl S, Thioy wers &l 25V R nIsnic.

westles A tetal of 70 dLes roviewel aod a1 vere excluded and the remaming 30 enrolled in
the sauly, Thae shudy popitiaiun Jivided imte 2 proup neeordmg to ape: Croug | [ -7 ven and
grot 1T #-15 vaar The mmule (8 prsinminaing i burl: group 52%0 and GRY pespecively, there
g o diference e mean hengiobin, Albeagh e RCY and MCTT &5 fower an hoth
pronps el 3t i3 lower i greup L The pelive counls is Bgher oo proag I 0 conpared
5500 The mesn WEL and pluiclets connts wentc boib high in proup L The HGE is hugher in
group T S78.0% Y5 G2E¥D, fhe | TRF higher 1o eoan | LS RSS9 Lhe GOELY
peliciemey was Rgher o @eus 1042 1% W5 35200, The jamde and splenomezaly welt
ficher in group T #4% and Gt respectively )

canelusinn: ¢13 The Llow MGV and MUH a0 bt gronp coehl e explaine [ L
inherianee of alphy alasseris o mun delEcy aneni. {21 [ThE, gaumdice mrul splemomzguly
i higher o elder 4g childven: i3 The GARTY defic ooy {5 4 comeron inhesent amoeng et
itk siekle coll dizouse.
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Hemoglobin H disease in Bahrain
Hugsain Al Mukareg

Uhjcetives: To sdy e shoteal anl Hematihopical behavicr of Hi 11 dizense HEnnng
Fauhruini chilren,

Pntient Methods: 25 children aped 1-17 vears were retrospectively studies. The diagnoss of
Fh H diseiws confiomed by 17k slectriphorczes und FR 1 inelusion bodies, ¢lhnical
suazasmienls based on the sevenity of smemia, retpuirements for Eleod transfusion and splenic
erlirgemeni und growib para meters

[esrlt: There were 11 male and 15 fomles and the mean ape at disgross was 6 7 years The
menn Hbowas 8 1o and the neen Hb 7T Level was 17 A%, Thisteen (50%) redurred Hlond
moafisEicn, Sevenieen $63.4%0 hod averige piowll and ning (34.6%0 were helow AVCT e,
There were oo sigmifican (halaszsneme hoqe change ur splenorre raly

Cenclusion Nz H disens ia Rabmn ohitéren (s phomdypiesile mild o moderste,
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The Genatle services at the Ministry of Health in the Kingdom of Bahrain {1884-
2002}

Shaikha Salim Al Arrayed

Hereditary disunders ope conmmaob in Halirasn, as i a1l otber Middle Lystorn couniries, The
hereditare discase prugram in Daloain sloc e in 1984 by the opening of p penete wm. el
Selsrmers i bledive] compzlen, Tn 1590 0 aticnzl Conimites wees Tonmaed by Mirizerm: pides
b study e ganciis diseasces, aad o pas 3 plin aining al sentieeliag e diszases, ogother
with mmprewing e standand ol wanzgemant and mentrreat of piliens sulfenng from sch
s aRca,

The vl performet enidemiologiesl sdies on the comomet! gRosie Jiscases, Lhese included
st oo plocd Fl:=|1.c1:l.-'.. discaacs, vomgenital etmonmalities, metabolic disorders wncag
pewhorns, ciromazomn sheemulitivs, eysbe Rhrosis, sz of some ol the frequently szen
cened e AV Adremes

Reaardiry [he Hepith edncation program bMany cdusubonal beoklets and lenllets wesy
prepures and distnbited B Iurese IVETEHIESS O the prklic. buny alacatiennl seasions weit
piver too dillerent goups el medical, peramedical wnd puble These eiucational
veanes mehded smposia, lectwes, scheel Realb eddacation wampaigns, olucatima!
bl lioog ensd sompcitiens:

The Genebe unit and 1he Malt'rhl and Cimle health depariment worked jointly e establist
the service of premeriial eounseling @ 1992 Tramng courses wen: o ganirel fou all fnemily
phvsicians Nos oaie rish asgessmenl =hoel wos pcpaced. e servize wacted 1n 1953 an u
1.-.:-'||_||:||_|||_-u, lvaigia, Lhringe the timst fesy vears onlv Z0% af the marfed conles seekod premeantal
pomssling loothe wenr 20 The ‘-ruu.- sovinedl wporoved w tooamreemlation toomsiie &
rpanguiny deeree tn nake promartal conscling o neoossity by law, s e of legal
rrqm.u.n..ut (e manme e documennwion, The Rahrain mimsirs” caznet appreves that in
2] e eonples seeking adviee ane covmseled, anst Ihey lave (e Mcodom b azczpl Ll
adviee r e Lq«-u]:- £z 4t flss haws o be refoned Lo {ienctic eline

Shidents sereaning: e piajazy sinted o 15959 as collaborntive project betwsen BAOTE MOL
[RRHTERSHE Lla..} Samdod by BOOE, Tha wrpgeted g SR L stdents af high schonlz (11 prade
shulonish Lt i v ounoamg, i s 2 h year, Memly 23000 siolisits had e aoree LY BB
card with Hhe osulls had 2 “gon tsaded to ach sudent The preg el priwcd 1o be vy popeli
ymerie stedents and famibes, and I res l-h.l:l [ o raise 10 e awarcness gmong 1he
Oy

Giegtelic regigters, T Wo szpasale (TEislers wiie catybfished The st s 2 birtb deficets mepusicn
e was established i vellabersten with WHEO e 1509 This vegismer covears iafamis o wiia
goutarical barlh defect. The s2oond 1w 0 regiscaine of all poticnis wilh gonstis plyazisze
peferved o he ganeze il

Genetic lahoratory The Criugenclie laborntnry was extnlligned w1900, e 11 serves all the
hespitals and olines in Caheain. The reolosuiar genclc labamiiny was el et m A0
periomps malezulur lesing on pencti Do disenses such as wwkle soll discases, wpha
thulissernin, betn thalasemin and gludose ix |'l"l"-5-.:_l- I -.Lh.“ LIRSS,

With the s and the ereouTugemcrl ol e it wlemmens, we are leoking fos e swecess of
thes r-u_....ntu:-q-nnp.ranz 1 euntrolling  he pv:u:u-, -I pcitsnd 10 Lhe country.
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dever Multiple Synostozes, a New AD Syndrome, in a Large Iranian Pedigree,
Exclusion of the First Lecus on Chromosome 1Tg21q22

0. D. Farhud ' Taveheh Rezais - Al Masiri ' Malsk Demirtas  Murten Akarsu *
Mansoor Sarfaraz *

(13 Mepemtment of TTuman Genctics, Sehool af Table Health, Tebran Diversiy of Medieal
Fetenecs, Tebrar, Lran. (2 Sucmesl Resenrch Cemer, Deparient of Surgesy, University of
Coenoecticut Health Cearce, Farmungmon, CT, UISA. (33 Depl ol Orthopeedies, Schonl of
Medicine, ~ehzan TToiversly of Medical Scicnces, Irin, CEaTTTINL PARD TINA S Cell Bank
aml Gene Research Laborators, Hocettope Umiversioy, Child Health Fnshiee, Silikive, Ankara,
'|.".1:"|-:|='|-

Muliple  sypostoss  svodrome (SYNS) 5 an aitesomel dominuml eongenital  Limb
malfarmalion presoling with eapul-torsal sviostoss. ininl mkylosis, svmphal angresm,
aotciietive deafress, and apingl wnd emaiolueiz) abmermnalitics. A locus (SYMS1) haz
previcusly been mapped 1o chroncseme 172 -2 Tor this phenotype and disegse ciiLang
ronlihenas eve been deseribesd tnobe Nogsin gene. veduppmg phenolypes, sueh os proximal
svmphalimgizn (SYhA1) and tarsil-enrpal ccalition sendicone, have alas heen marnad e the
SUME T2gion tsing the possthilite that dilferent phenciypes within lhis speetnim may resull
frem the same gemetc defees [nohis sudv, we report o lerge Traman kindred with severc
wurpel, cirpometacarpal, lersul, and forsometatarsl wnoeEnses, bruchwdacty |y, Bamcrodicl
synostosis, aid prossmal synphalungiam The fndings e mwoatly compattble wirl Pearlman
gyndroree, bul considernbls ovatng: also cxists with ather mulliple syiostodis pheny pes,
Clenetic Lnkage unalyzis of ey family b exclodad the locus on chromessine [7q2i-q22,
thas providing eviieoce for peretic heterogencity amd, possible, o new lwsss for
teclzssification o tus gronp of phenety e
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7- Carpenter syndrome in eight Aral patients,Dominant inheritance suspected
Shaikha Al Amayed

Carperter gyndrome (3 Ture qutosumal megessive gyndrome The diagedstc < ierin nie
ncrocenhinly, Pely dactvly and synclactrly of fingers and toes Some palicnts beve companital
lyeerl dizezse by pogonadism, mld by and fregent mental reladation. [hirty - oo cdses
fud boen ropoctes wordwsio, smee (00l Wo gre reporimp cight cases wilh carpsmlar
avndrome, four alive and four cased Foem pw families, In both fammlics pepencs are
conenguingong. ALl paticols frawe bypncal fepbires ol cirpenter swndrome. Al the patients
have mild meminl retandution, bore of lie patierts have congembel hedtd dizepse The
arpaiypes n ol of ke are vofil The faiber in ore family hes some of the syndeeme
feinares sl 38, heperclensan, aczoseshaly, pprcanthusfold, bul withea polrsymilactylye, and
wish meninal sl gones

Consiusion: Lo This Samils the weassngeanity suppuorts aulesomal reccasive inheritmes. The

Faue that the father shoov some al e syndrmc features muy indicale either oadomipant
shentunee or donina. mneritance
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Familial Chromosamal Abnarmalities

Shaikhz Al Arrayed
Cranetic deparimen:, Rahrain

Tntreschietiom: chromosomal abmarmality can e inherited nod can cuuse AT felal wastige
ood ahoonual chcldren Methad: crlcgenee studies weee pecfromed on Hahraiog Taicnts
gt ol having ehoomesemal sboormaliies, Result: we are epatiag on len fam jes
iheriting diMerent sheomeacal yonocmies

Fimily Mo 10 ore child and sex aborlicns The chromesomil anabysis howeal IEbercaling
restits Dotk wile and hushanl have differen: vhromosimal shooemalities The wite o
5 23 dir L3 naltg 0y The hushand hos A6, XY, inw (3] M2ag21n Their zhili o5
ool He iviersted e abnoneal chromsaoges from btk parcits

Fezely Wi 2: have thres ety rebmded 2l dren weitk 47 Shremoson e Iraniny 21

Famuly Mo 3 & mzle bab Tz 42, 5%, reci B dup pone (#) (pad 19240, ke lemied the
abnezmal shromoseme frorn (e amither

Samily Mo 4 e pwiizn i3 cerried no ber Fst onsing She is 4p3D2AILT. hatl wifs g
hushard Aave the same hulnnecs el | manslocation 4AXM T L (q 1502120 for the
hwtaund Thear retandes: bat girl bas e sai: chretnsumal ahnorra

Fuwile Ne 5 ke fanile bag oo apzncephalie s:lzch ond a0 abottion 1 ae hushand has
ApeTLecnien: versom of e Y chirarr s

Family e & ihe fomdly bes veo childicn with heos 21, the mether bas il
Tawwen sy narom Tenuees,

Fanily Mo Lo children are meanally Tetascdad with fragile % sy, The b is ke
INE ey parents

Famly Mo & mertaily retardad child wilp Eiagnle s syrudeem, The marther and five of T
SISLElR are pErnies Lor fra X e aoindlather is e Wit n g parant

Fanly Mo 9 fether bavotipe 12 465 L, ioviper (20 (pl2:g14) He las hitanced pericziing
mvarason of chomeson e 2 iz s child abion ol with nsomy |3

Furacly Mio 100 the Tufher his SEVEE RN ven {20 The Bamily bas thes ehittru] mice lally
setardes child e und twe wizeitnns,

Coaclazion thos indicaes far mnerites chrcansime, almocmaliiy oo a1 rare congdan, A

et evlegenetic sudies skould e done orany Timzly with abaommal ¢ lizen amd wah
terarent fulal wastape
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Student Screening Project: The management of School Campaign

Faram Al Mullz Harmas
Cansulunt Tarily physician, School Feelih commlinacor, sdivisiy of healih, Rahrain

rroduction Tlercdilars bioond diseass (HBEL), beng comoun and ehromie, arc the maos
srcilen of o comonnity A reparted o |S90-1595 datistics, hereditary blocd Jiscaze
(BRTH were raked e second mghest among e T commiim Jisorders peoordes al
Salmurvan nedical coanprics, Bahoum.

Prjcet Propused  Henge the oimsty of heallb and cducution in coliuhoraticn waih the
Bahmin Maticnal Hereditary Anemia sociely (BNHAS) aod the Aoty club of MManams
estnized Lne Matinnal pooect for the prevearion ol HBTY in 155337

fmrect Popalsbion TR prade stoderls sbending gowermme seenidary sehoels and The
[rovale scenls

Praj oot Disspmiption: [he projcet sonsi=s of thes LITE

Phsse | Mass media edueaiion sheus the [TET the mpartanes of (e preiamitn] crinzeling
gl Blond lestling was dome Througn o sl pumzaign that tepeted gobinil teachers ond
arrdents o a1l semmedary achools This was Followed Ty mother edpentinnal sessin 1 all
grnle |1 studen s by the zvined staden.s.

Phzse - Wil the prrenis consen, o beam ol b slory tephmiciang collected Blocd sanplos
cor 1o dtudents ol the seversdars schonl  The commuiity respoose Was very it ud
epeotrapng (nearly #5300 TTemeglubin slecirogsiresiz, blood grooping yml GoPLY ity
e Reahed,

Phzac 3 Aller analvang the bleed samples the ofessionns from the team idenifel fae
crrres el are gl reacor Rak ol siving bz be discosed chi'éren if they et marmel e a cammer
oo discused serson, Dwvery studenl s piven 4 pemwaal card abot the Bload resulls il 4
apouilie bonklet aboul their illpess (T itls PUsTrE)

all e cards pany £ comren messgpe (i von me o cavier ot discaged, ke sare Lo b
cipaged e nermal perse’

Oidtearie of fie Bropeer: This progest hies redsen] The corumupily awarensss o e protlan af
; L Pt : X ;
the aered tary bl discese e e impartine: ol premumslal sounsehni
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The Control of Thalassaemia in Cyprus - Some Ethical Considerations

Miche! Angistiniofis
s

Pragrants ol comimitity comire] of” genetie discase Have priowen to T sicoesstul in Hmiling
new affechal by, the Thalwssvernie, pregrans bemg the nam eximples,

The succesdul progsams wers charactenosd by planng and unpleveinion of vammes
WpERits, sk a3 bealh educwion. soosring o7 caiens, counseling amad prenstal
diagrists In the implementation of these componcnis bioeliical ieues amose which s b
conEdil e new mathods of prevenzion e mlupued.

The bicetiual msacs whsh e unmealle seeeprad, independent of euliure ore
" Infered choace
v T choio:

Full ivlomation implies o public cdiesie: 10 genctic priveipals 22 woll as beme weell infoomed
on the maune o the discase o be preventod

Informed chiase also depends oo the quaiily amd timing ol genctic comuelling given 1
ivdividunl eonzples. Freedom of chee sarts fan Feedor m ol immse i b2 szicoed and 1then
having ablemative sol gy e chonse o The oo iples bedore e have the mns
showes B2 wwelting marispe, doner spen foom noi-cianer, prematal  dingnosis, pre-
implotation dizgreas, 1 tha s meloded anlesainl cliaie serensling then a woongn
it sk is revommized whee nhendy propien hes e lesst chowes Lo, cither 1o qqves
Feratal digmosia, o te ke the shanes and oep e [reErEnsy of b lernnue

Flenming peeds to heep nll hese choices frealy avarinble withea! diveciong] zoansaling
ciural, religious and legal comsiderat ons o eneh vountes iemy lead b difficall choices

nls
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Goals, strategy and achievements of the Worid Alliance of Organizations for
the Prevention of Birth Defacls

shrand Foortman
Hwerken

This prescataiion will provide infoeration om fhe gouls, strategys, aclviies and achpveinents
ol T Woold Alanes (WA
This Alliance s ¢ anicue it venuars of saertifie graaps. inerrationnl dsselpline hoond

gucielics oy patent ollimess will e wm be conizibuce 1o the reduction of birth defects by &
stragiural apjToach.
The WA started 10 1994 on fhe intasve of the Marh al Thipnes i Mew Yok and decidod 1o

Coits o develnping vonrmries anid e e

beange of mfmation and expesienes.

T solivilics ol (e Alliance arc bases on te pxerticns of 14 b

Lk

Allanee roanies, as g re in pepjungtion wilth major regional congresses, anmilly @

gpacilin Theme boond conlemence Tending to positor pupers, policy slalEmemis o declamulons.
Sych mectigs tock ploss ia berln, The Hagte. Bio de Jaeim, Genon, Sape L, Basv,
Apritanr, [Riadn, Milsng, Acpserdamn., Vienna, Jebnnncsourg and Tornmla:
Seepe chnclusons and recormenduiong ol Lhes: meslngs read us Follovwe:

need [ oftictlpeveromwental recogriton ol the Farsen inposel by genehe disorders
ams) hirth delects

weed for peliticnl will and coamiizmer|

improvemenl of spdemiclogizel kel e

ectweatiom uf the public and kenlih officals e genehcs

orgnnuention o gencis svices 1 enrprehensme umi ntzgrated manner with mos it
the prripmunes nealtionn: lovel

bealed o i pers nalel and pre patal e T

bueiid o esgenid genelic scovices based on iivigoal Canily well being uad publ heslta
crcaargemreot ol he fommuraon ol purcnb/pE et organs g,

167



The It 860 Sanelic Conference - Senelic med/icine Benelits [or A))

Genalic Alliance of Parent/Patient organisations

Yabrand Poartman
Sidien

Tncrenzmply potienls and their Similics foarn Local, regional and inlemational networks, Thes
are ovgamised diszase bovnd and subpess foeactivs, bemdicag szl Tonmd,

Thos prescoation will expluin the poliey und aetivines of e gemetic & tesearch arierie
areups o general nod present exiamples of the ehievemnes o some il lhese prowps

Lber focas un healfbeae, ressarch, wliocs and infimationiedeion and wish to eollaborale
wilh mediczl weul seiendifie groups, They sicive intermally st empiwerment of 1he familios
mvaliel Lo szhle them to cope with fe disense roliled probicing und externally at
i luencing hewlthzare policies oo the nalivazl and alnbgl leswcl,

They ventribwe bo ke setting up of discase speaifie cimsortin, relworks of exper) centres,
predoes] development, rare diseese proprmy, Ao’ awarencis vampaigns and public debue
a0 gerslie topics and dilemmias

nereasingly dhey sealise [heir role ans (potential] mivence in the political avend and fowonds
s, dusty, lnomcicrs md soeiety st Tisge,

Phese prouzs heve secendy fonved m locervational Gerene Alliance whash continurvales
wilh WHT amd UKESCO, The eharter, (he plicy amd progom of the allionce will be
anzaenled, Ty lave beir hioareood DLty 1 conjiiciion wish those of T Global Life
Surenees Forum.

1% is pegrosted, allbough there 14 understanding for e vrespraphivaloulbeall rensons why,
et Arzh countrics s so Jor weekly repoescated
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The Eurepean Network on Epidemiology of rare disordars (NEPHIRD)

Yabrand Poartman
Sovcdcn

Epidenologzal stadies of rae diseuse ure hampered 55 the rurty of the ecodition, b umider
ar macedEte and lale disgnosca, by Tack of monsy to cstshlish adesuate zoordingsing
nelworks In the past maey epderniclogies] snxdics were smaoll scale, rather loeenl, divers
cuterne el wilk bmited reliah Tty due Lo oneertaintics in Jinpness, and diffiedities in
clugsiication and therefire of dovbtbul seicatifie guaily

Eridemiclogion! ot oa the inckdenee uml prevolence of dizerders are the baza for the
eslitration of $ie ipact B sociele, policymaking and chunzg overall healtheas needs e
Daspital faealizes, rehasilitation, sdapoiions, weehnical aids). Toformation of $iis ranue i« alao
rpeerhiml oo sebeitific g ol for industy embneking en drag eeeplesarion aod ullimntely
Zor phanmageulical rals,

SEFTIRD (betwerk of Public Tlealla Institations on Zare Diseasssy i3 the epanvm [or o
g or pr et Tenled by the BEaropean Tliom.

Countric: myadved nre Belgiom, - Crowtn, Deomark, Fracee, Clemmemy, Ireland, Tithuwsnis,
Lusemboarg, Malla, the hetkerlands, Mooy, Turlogal, Spoir, Urnied B-ngdorm,
Swecen, Fimland and Armeria,
Ibhe mein objectioes of [ay oeeject arc:
# I develop a medel fi epecemiclogieal data collestion v Luropezn level
* to idontify the onpotog aations] activtics oo ore dosesses in the frartiapuimg
¥ v estublish @ Fwonean neworh lor epideminloaica’ and health care dats collesion on
ranz i senses

[ the lomg lemm, g stong collaboration is expected besweon the vamous coscarch cortes.
poliey inatindtiong ced beel b serive dedimary centres dealmp with zave see ey

Vhig cenceited effir wall vreses new idoas ol knowles ge and well facitine the developmicn]
of few vrugs, beatiment protecals, und disgnostic soalires, Rscommendat ons on G base
standards, shimtions]l amewsrk and beellh poler action oo ey collection and scvice
dlelivery ave the expeetod eloomes of the shud

Collaboration with similar projecls o aebwordcs cis e Tonropss 12 Righly appeccintel
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Current Approaches 1o the Treatment of Thelassaemia

Michel Angistiniotis
Cvpmis

The elazsival meatment of Thulesssemia mator Tas hoon that of regelar blood uostossms aod
chelaion, Few frearment medalitice are being developed aimaing e smpeove offoctivences,
meet the recds of adult poitenis, den. wilh complastinns, but alse to if possible o repdace
iransliuzoes.

Tn the fiald of woem vhelaon, the swues cumently being discussed ure the posibie
cupdaoproteciive effeet of Deferiprane, the advantages and mdwativns of conbination therapy
with Desforromcaming, te gssesament of cumdiee non by magnetiz rezonancs imaging oo the
expecied pew 1mon chalnir g agents which arc expocted o be markeied (o (he el Deo voars

& major urey of messauh is e scacch of effoctive modulalors of Hbl' production. Afiee a
perivd of dizappointncot with drogs thes aed some «0Teal in Thalessaemia intenmedia bul 221
on transfusion dependent thulassarnin majoen, hope has boen renewed by (he discovery of
more proonsing compeinds. These are shor choin fatiy avds, methy | ransferasc inhibitors
and hismone deacesvlose mohibilors wheehoal e Tabwratory leve! at lzast are produving beller
reulis,

The role of soit-oxedonls 1= sl being edploied and at presons they seem b be o proresing,
s ml e treatment £ to their celiular protecive el

Bune Banow Transplaviation s pow ascepted vewiment B suvinbe candidates whe have a
releted bisto-compatable, The role o melchad werclated dooors, cord bloed siem cells,
i caderme wanaplanits are al teing exsloned.

In Eeoe Inerupy, stme Ircakthiooghs have boen repored but practzal reniuancim still scoms
VeV TErERAY,

A mulidseplings approsch, capeeielly of adull punents s mne The ncepred nomm, o that

the mulciplc orgen pathoiogy aod b '|1:r_l,--::h|m-:'-:.'i:-|' imsiies can ho effectively addressed
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Rentes Promotes Growth and Survival of Human First Trimasker Forabrain
Astrocyies

Wiz Bakhisl
Arabian 3l Tnisersis

The milc of slpha aad beln chemokies o the promation of M snlegenetic develnpmenl of the
brain was examined. Tantes genc and prolein wis preferzatinlly expressed in hurnan tostu!
agtrocyles inoon age-dependeat munncr. Asireotes from S-week-old prams showed Lizh
proliferation nad sedued auvival while 17-wosk-cld asrocyies exhilbalal oppostle effoots,
These ffects were syipnesss e ani-Hantes o ynti-Rantes reccplor anlibodigs wed cihunes
tv recombmenl  Reoles  To persuzde  biolegical actwity, Ranes awhiced  bymaine
plsghonition of severdl pelluli poateins and nucleas wmskecarion o 5TAT-1. FM-ganumn
wyas teapiired for Rarntes effeets since Ramies induged (FN-gamma and oaly | B-week old
wstroyles expressed TF-gammali. Anlivodv-rlocking of 1 N-pamma reversed Ranles cilsci=
whick  sagzsls that gvinkineichernaiting petaorks we cribenlly  mvolved n bain
clevalepmenl,
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Meonatal morbidity in infants of diabetic mothers in relation 1o mabernal
diabetic control end some selected social factors

Mevein H. Abou El Soud, Eitedal M. Dawoud: Nabils &, Ef Lithy, Ehsan B. El Sheikh
Linsie Modival Soences and Lrozhomistry Departrient, Woltonal Resenreb Center, Uiro.
Feypl

Objectves: T investigats e milvense of 1o lemal glvaemoie eonnn! ind somc selecied sooil
Yactors om neonatal mecbidis it infints of diabesic mothess (TL0=),

Degn: A rawbineed, groap-comzarative, cooss-scetinn) stedy. Palienis - 40 mluws of
diabctie mothers, 25 of methers with clzaz B Moowgh O and 14 with gestational diabere:
Helimg - Alow L1 Ricl Childzen Foapilel Ieterveition - Meoniel birth waigphl, semmn
glaceee, bimibing seloium, hemoglobin, leneneviie connt, hernutosrite value were mensimed,
Bluod gases when neccssmy o addition o ascwmen of noumalnl Tespiratory  distress
syrdinme, hean Talore, congendinl malfomationz, trawnn i injurics smd  noaroligoyl
cotmplications blatanzl blood glocose wes estimate:! just after delivery, socrn! duta was
enlievled fmatornal ynd pazzoia) ag, lewndl of education, smoking, panity uod coraangumly ),
Fain oileome - measire: neonatal hinh weight, senm gincose, bilirchin, ooleiom, s
Temmegrlahin

Resultz: The sy popilation wes divided mto two TS sccoriing o molernal blond
glucose voiucs wneonlbrolled grp, 17&#920with mean biood glucoss = 110 mgzel] und
vontroliad group, 23 with mean Maod glieese < 111 midl. Thee cepree of amiemal plyesmis
et appoaral woatfesr perinaln] outeores. Significant differences were ahacrvel for the
wcideres of respizaioy disivess sdeoene (ROS M ¥ maciesmia (4004 03 va 1454
i3, sephc infesions cIvn ) and trrwmmwie Bin -iu_'i|_||_-_|¢3 17 550 with T 05 iy
uncentellad group. Muelemal  eonpications miinly  hrperienson and pre-colan pedu
sigmilicantly increased as well oy e malemal uneontrglled Sishie (P003Y There was
posicive comelalion lelween Inescwsed parity ond develnprent of RTIS ir — I8P= o1,
aremua (1 =-. 2aP= 007 und macrscenn (= 410 OO0 Duruiton oF dhobeles and
development of praoguriy (=~ 31P=. 021 end amzll for gestational age (m=. 27— 035,
Malernal plecernie coitrol was related 1o Ge Tovel of mother elocation (P= 4 and Father
edasuon P=. 021 In addition o dnersesed sk of neanill polvtincemig with melemyl low
educarion level and eyposurs o passiyve amoking, whils, cooseEriniy of PHPEILE [esnses)
The pisk of neomslal bypoglveamiz.

Complusicn. These data g’ el macnining mareennl blood glucose level =110 mgdl
may s2ree o rodac: sevecnl major Torme of nrbaly in e dntant of diaselie moles and
thut marcme] low education level, oldes wie unnd high punby together with, eocsanznity and
passive snoking represent ethes sk, Toctors for regnaz] imrhidany i thess mincts

Feey Wonds: neonatal mantudity £ infant of diabet e moiker ¢ el Evecie coniol
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Spectrum of Inborn Error of Matabolism in Saud| Arabia

Woeen &l-Sayed
Geneticisl yos Motahalist, Depariment of Medical Genelivs, King Faisal Speanliz Hospital
Aaul Besearch Conter — Hivislh

A losurmn, Teciaaive genete sisenses aes relatvely vomenon i Saudi Arsba Contributiag
fuctors irelude lurge Jamily 570, odensive corsanguinity ond celulive emogenety ol D
Sandi gene poul, Among these diserdens, intorn erors of mebdolism (TECRL, which e by
L Aol recesstve diseondais, are panioulicly evdent Inbern erors of matabelism me
wnally fae pesull of an cozyme detest or cofactor deficiency wad should be sernsly
commders] when any of the (ellisving smmptom compleses arc preseol in i paticnt™s
pherotape canzalpophie soonatal pl_'cﬂ-rnl,ul,i_-:_:-:ll,.ﬁ__ rocaivent bioekemmieal disnhanees, lives
disease or cyslimetion, nocurcogion] sympaos of Fealumes, meesalbs ar cardiomy ol and
sipris of 4 storage disnse

M specifically, witk povines in modicul servses in Saudi Araz and erprocially ab RIS
& BC i Ripask, mborn erross of metutolisn have meved from virmally urknown eiitics
tnal were icn mislabeled ws sepsis and resulisd o ey, to well-kmown deases 1t ore
songidered in e difoertial dizgrosiz o my = ek noonzte.

This puesenaton will gve se aseount of e varions metsbolic disarders i Saudl e b
their clirfeal presencaron and methods of dizgnogiz incidence, prevalence and Sisinbaton of
LR in Sl Arshin will te mldressed. The pressniation will 2lso diseuss the coonorue aod
axcial impaet of LEOR end offorts tosmnmds prinary and secomsury prevanticn ik Sk Ao

All
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Primary amencmrhes, infantile uterus, Alopecia, Diabetes mellitus, Intracranial
calcification In twio sisters: A new syndrorme

Laila All Akbar Bastaki, Sadika Ali Al-Swadi Kamal Kame! W aguii
Eoararait edieal Gepelics Centre, Bateiin | fgpeiol Al-Showaih, Kiwail

Trove in e sme reporting a Kawwadi feroole with mashed faco, worss arromegalic Tacial
featurss, tell starore, pimary amenonhoca, abaence of sevondary seval eharsster s, slopes,
iy vy Mshos, absent cve broves, diabetes mellitas and pyromudel and etra pycaneidal
dizorders. She bes amilor muldly affced voonper sster ot fiee of the oevsolopical
svmnploms, while her father hes lole onser Parkinson disenss, On ivestigation, e had ndil
miteral regurge vosunlized evaries sl aoel] wlmtle atenis, CT hemd showed calcification of
the basal ganzlia, anall hrpodenss lesion in the lell boll of the pimitay glad Tlomonu
silile showed bhigh TIT & FAH, nommul progesterone, nemoel L2, high parz thyrmid
aormong, Towy deody sorlicesterene and normel adeb growlh koroens, Fasting Blood supger
was fugh Doth visual and hieming sssessements were aoomal while the 10 asscsscment was
low L the st end avemge Ubelow avemge in the sser, Cheamasonal <l wes aommal
a4 MW L hsas comibinanion s hove oo mocea

ey veoids:

Alopeaa, primury amenonheca, TTepomenshsrn, Diabetes melline Linspmproanty Menial,
Haasdation, Fmbomson s dhsense
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Genelic resistance against HIV infection and Alds

Alexander Voevadin

Abatract Moo Available
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Challenges of New Genomica: What is the Human Genome Project, and what
challenges is it posing on health systems?

Mlascma Sz
Bedincatoy of Llsed b, CGubrain

The must revalutionary proiear of 2 1s) pentuzy, the Human Goncose Poagpect (RGP which
hzgis in 19490, s o povermment-funded projosr foomap all of the human geoes 300000 3aly oo
the 45 chrarrosasmes and celermne the sequences of the 3 Malkiom chemics] base pairs that
make wp o DA The projcet ovigoally was pdunmed o laat 13 vears, b offestve
rezourcs and techni igicel wdvanves have noeeleraicd the conpletzm ef the (rs. working dratt

E

ol Tlumum Giznome annoaneed i Jame of 20060, wdlb malvsts publizaed i Febowar 200

The currens delars Us vehethen This penets revolutton 3 taly knocking cour door and posing big
chal'eraes o e healthears svatams alohally on s Jusl ivpe. Advocatcs ase prcnnting
possabilitica and porental hehl by this powertal tool of ssicnee wmd medhicine, Indusiry, which
dlanks Lo muke buge peofita, s finedy bebind ibe spesdy wansfor of Jazeoveies Do the
Isharatory o ihe chrrval selmp. Une thing @& cotain: Senetw lesiing 15 upon vs and it ude is
|_=.:I1.-'.-d:1,g sironger. Devclosine ciomlings ore lé'EEiJlE Far bichind i k||.:-.-.-!r:q_|_:_|.¢: shonnt ke
chalenges ol "Mew Genomics" o owlcomc of TTooum Geacms preicet, Whar are (e
rmilicaiion of HGF for ome hoalth svsoemn ane fow we should propane for senelic les ng
v, will bediscassed mothes prosentation.
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Genatic Disorders among Arabs

#hmad Said Teeb
Deparimerl of Medical Geoehos, King Faisal Specinlist Tinapital ond Hesenrch Cenler,
Eiymdh, B4

The Antbe are zencticully diverse. The mujer fctors fiat conimbuted le i diversity el
thee Srnitic iribes migtiong from e Arnbian Peniosuln ko The Valley of Tygns & Tapheates
i 300 00 and o the Tt Melitersanzan region o 25060 BC, te Lslimis expansion i the (b
conliay AT, fhe Crusmle wars and e mecen igration dymmmis These cvenis bl resudved
in the sdmbgture of the orginul Arahs woth ather populntions exteading fram east and south
A o Buvepe and Adticn The demagreshis characterisics ul Aral peoradays melods high
ratcs of consmpuinicy; which is vl a religious presoriplion s a cedioon, barpe Tamily s
wellt nm v ge of mome Uen fow chuldren per Genily, and & rapad popalation growin A=
covacgueree ol Iheir inbrocding und das booother S, Therc is o high Trequency of
sulosceonl recesaive diserdens logotior with meeased frequenmes of homozvgosity of
uiilpecena! domizunl Iowits such g2 Smulin hypercholeserolenne ol R-linked pnls such a3
GOFD delicaemay

Amrogomel Teoesve ontities kol e revalant smong Avabs inclade: Hemeglobincpatkies
Witk vuration in fhe neadens of specifie tvpes o+ wcen in the teguenies of -thalassemn vl
ackle cell fraits, Decanences ol e s ook a2 Eh-C el onisis in Arae

Sfewsargolmr disaiers including Wendnig-Hoffman semhense @l overy, severs childacod
autesimal respseive museula dvsteply (SudadTanisia), cier nevromusalar dsoriers (il
puert, peonatal Hohwmtz-Jamoel (LA wnl autesomol Tecesaive ataxias  (Merin Slriza),
Familic] BMesicwrancan Fever tlondan-and Palesing) witlh an incidence semibar o et n b
Sephamlic Jows and Armerizes of 171510

sdetpbalic dSisneders melwdiog bomaeystmumnia vl oiganic sesduros Saadi Arabiay Wilsin
Jisease fatl overl, and eongenital clloride dizrrhes {Arabim Peninsalag. Flacry helomiria have
an imseree piobably smoila too fhese in Lorope sod Nortk Amency lizr with dazleren
ptleing of meaisions Ui are alss dillecent withie Args ot mities, will many are aod woigus
IMULons.

Mew symnsmmes mnd vesinmts fone i 250 disorsiers have teon desonbed smang Arabs, (e
ity of which are swnsomal recescee Among lbose, Sansl-Sakul syielrone iz
glarivaly peseannen 0 Tae Argbaer Fueninsala,

Cwstic Fbrosts osainally Deuaghl b beoextremely 1eme wis o7lCn lenml o atvplea)
presentutions and mild leons The incdence ociose to il of Herope The womi
Purepcal mutmier, (F508) has an medenas of 0-40%% o0 varios Arab communihics ey
st o new prations were doicoted,

Unther 1'1:131E‘-'I*|:.' G ul||';\_'|$.;11'|;|-| FoeEglTe d]'_il_'l“lL'.'i dselnde :":.'k'.".'l.!l:.l'rﬂ"llfl |'|i!'.'l'.'|L'T.EL'-F:|
iLgrptt Tinisla), caleopeiresis syndromes molulng osteopeiress wilh ciarhanie mbydeea T1
deficienty (Arahian PenmsuleTonis) and pesshobletosis of the poncicas CATUTIN
Penmaile), Common malformation syadrecoes inelude Bardet-lied', o Meckel = riliones
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[Zedouins in Palesting sov the Avabian Peninsalil  hese are several examsles of disorders
lirviies] le certain isolates of Ty badred's such s eystic fbneses mog Quuari tibe, new g
off Fhiess-Danlos synddrome with artevial lortuedly m Saudi Avishiz end Qular, meurogenic
arthnpgzryposis congenita in a0 lage Palestinian kindrod Sandel Dedl svndrome i some
Bedeawn tribes, cersbrotendineus santhonalosgs in e Druee conuninile, i melychromatic
oy Krabbes leveodystepkies mosome Palostinian willopges, bonsmdeomic seonsms neun)
deafiess wilk Connexim 20 imulations 15 Frequently diapacsed in Talestine, Arazan Peninsala
un Tuniziz Mure wirk 1# required to father charcierie the prova ling genetic disarders m
el gecpraphic location topelier wilh therr marasons o emder o plan for dnarinprinke
BCIOCH g ard PRITE.

Aurpgoral domment disorders frequencies ave probably similr 1o those soen claowhese
ezepl S an crwreised Irequensics of homeyansiy Tor familial Tvperchileserolemia in
Lebunon and emong the Rodown in Kvwsit Among the ¥olinked disosders, GEPTI deliieny
has insteaeed Trequencies in macs aul Teonles The developrment of Amb Uenete Discasc
Ehalabnse [vraneagddb o has bee created and farler develepment 15 in progress.
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Bahrain Birth Defects Register — Prevention and control of congenital
abnormalities

Shaikha &1 Arraved
(renete deparment, Behrain

Congonital anminalics have baoome a Seciaive pat of chikd heall core, and the right o he
bum hesliby 25 un mponsnl enlermon Tor betler wey of growing up. Birhk delects ure o
strweniral defes el o opeesent a0 Bacth o shetber digncesd ol thal baoe or et Bost il
defzens ocowr in acdingry temilics withowt knewa risk factors The cegisty alloaws us o
winlily groupes whi may bevs o igher sk, o diseever conzes

1wl o quastion sueh as:
Aoz benth delesy :irll.ﬁ-r:llh‘illE bl A the |L'|::.i:"\-||'_r transhes radet wned irernds

Herve vl the itk defec] programs belz”

Prenatol eere: Stedy findingd can ke wncorporated inte clinicel cars, with approprate
irerventiioms fur recupnizel] e nsh goups

Fduacatica: Wornan ca2n e owarmed of potantially hazardows exposaes, and reszsarod abes
s Fovmd [ be sple

Pablic palicy: ones idannificd, harmfa? cyposascs can be repalided so rernimad, vedicing the
Lhreul o pubbic el

Fedacing iealth cere costs. Tresenting ooh defees sl sive melhons oft Dinas e reainerl
2oat sech voEr

Ike DEE should be sulzble for tbe country; it hes o be Sesigned acoording o WHO
e b i (Ha aritl gl L'-:'-'r:[l:l-:lll-r: wilh e alaal Tesler il :||;'.:n'|_|;||_-; bz il beathi il

Frro card

The Ralrain Birth defeer register started i 1999 derailed foatres vl e poesentad.
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List of Posters

A Micredelationn of 22g11.2 in a Mosae Form in 2 Pasien) with Unusoal
T1esemaiion
BLAAI-Turks, S0 AbuThasan, A Al-Adwany. & A AL Awadi

Thi Raele ol Viann © e soneboralion of Fotassiomn Bromate Flfest om
Caromosnimes io Al bino Bats
Fagdy Cuwizh
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Three Cases wath Limb Soasomalivs
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