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Methods: DNA samples of 56 Egyptian and 17 Lebanese patients were
screened for the CFTR gene mutations. The 27 exons and their fanking re-
giens of the CFTR gene were amplified by PCR using the published primer
pairs and were studied by sutomated direct DNA sequencing to identify
disease-causing mutations,

Results: CFTR screening revealed the identitication of seven mutations: in-
cluding two novel (.37 168-24G=4; .2782G>C) and five previously reported
mutations (c.1418delG, ¢2997-3000delAATT, c 902 AsG, ¢2620-15C=G,
CABT7G=A). Furthermore, six polymorphisms were found: ¢ 1408A>G,
CIBT0A=G, e 256270, 0158464, c4389C=4, c.B609+1105T, These mutati-
ons and polymorphisms were not previously detected in the Egyptian popu-
lation except for the ¢ 1408A=G polymorphism. Whereas Lebanese patients
ave a complex allele c.[869+11C>T;3909CG] not previously described, no
other novel mutstions were Identified,

Conclusion: Identification of CFTR mutations will become increasingly im-
portant in undocumented populations. The current findings will help us to
establish a panel of the CFTR gene mutations in the Egyptian and Lebanese
populations for designing an appropriate strategy for future genetic diagno-
sis of CF.
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Iz Elucigene CF30 Kit effective in detecting CFTR mutations on
Algerian patients?

F. L Sediki', A. Rodou?, £ Cabet’, E Zembni-Foedil', M, Fodil!, N. Mehtar', A Bowdjems!;
‘Laboratofre de Géndtigue Moldoulaire ot Callidaire. Universied des Sciences of de fa
Technelegie 0, Oran, Algerin, “Service de Preumoiogie et Allergologie Pédivtriques,
Btebtiscemnent Hospitaller Spdcialisd (EHE) Cancstel- ran- Algérie, Orar, Alperia,
*Service d Enducrinoiogie Moléculaire ef Moladies Roves, Hapital Femme-Mire-Enfant,
Sron-Lyon-France, Bron- Lyan, France,

Introduction: Cystic Fibrosis (CF) [MIM # 219700] is the most common a-
tosomal recessive genetic disease, in Caucasian populations [1].

In Algeria, no information is available about the incidence of CF. In the Ma-
ghreb, there are few data abour the molecular basis of CF, probably due to
an under diagnosis.

This study evaluated the effectiveness of the ELUCIGENE CF30 Kitina SAMIp-
le of Algerian CF patients.

Patients and methods: Subjects: Twenty four (24) unrelated CF patients
were recruited from the Pneumology and Allergology Department of the
specialized Hospital Center in Canastel Oran (Algeria).CF diagnosis was
bazed on a clinical findings and repeated positive sweat chloride tests [ =60
mmol/T).

DNA extraction and genotyping

- 10 ml of whole blood was collected from all participants in EDTA tubes.

- Gengmic DNA was extracted using standard Salting Out procedure [2].

- Mutations were explored by the ELUCIGENE CF 30 Kit {Tepnel Diagnostics,
Cxoom, United Kingdom) which is base d ona PCRAARMS technigue.

In screening the twenty four CF patients (48 chromosomes) for 30 mutati-
ons available in ELUCIGENE CF30 kit, only five mutations were found:

= 61521_1523delCTT (F508del).

=579+ 16T (711+1G>T).

- 1624G=T [G542X].

= 6390906 (N1303K),

- C1652G=4 [G551D),

All the mutations found were valldated,

« The Elucigens CF30 detacted 5 mutations in our sample, which is about
16, 646%,

«» The detection rate seems low compared to European populations. Conclu-
sion: The most interesting is to develop In collaboration with ELUCIGENE
one specific Maghreb Kit and inclued mutations which frequency higher
than 2%.
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Notification of death from cystic fibrosis in Brazil during 30 years
from 1981 to 2010
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The aim of this work was to evaluate the notification of cystic fibrosis [CF)
as primary cause of death in Brazil, from 1981 to 2010, and to compare with
developed countries. The Brazilian data was obtained from SIM-Data/5US
ard the American from the COCWONDER, The Brazilian median age at death
[MAD) was 3.9 years In 1981 and 12.4 years in 2010 for typical severe CF,
In 1994, the Brazilian MAD was much lower (7.2 than that (21v] of seven
developed countries reported by Forgarty et al, 2000, We found no increase
In MAT in Brazil from 1981 to 1985; from 1986 to 2010 it showed a three-
fald increase, From 1981 to 1990, there were few deaths over 25 years of
age In Bruzil, mostly concentrated In younger age groups. During the sample
EEFIGI;I there was an increase in deaths in higher a i
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may reflect better patient survival rates due to increased knowledge of the
diseasze, with repercussions for its diagnosis and treatment. We also obser-
ved an [ncrease in the reported cases of CF deaths per 100.000 inhabitants
in Brazil over the years, possibly due to the better knowledge of the disease
and consequently more accurate death notification, since this increase is not
trpical of a genetic disease. For the USA we observed a decrease in notified
CF deaths, despite the population increaze which may be a reflection of a
smaller number of peeple born with CF, due to appropriate genetic counse-
ling and prenatal diagnosis.
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SERFINAL gene polymorphism frequency in cdinically confirmed
cystic fibrosis patients
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Background - SERPINAT gene s known to be one of cystic fibresis (CF)
maodifier gene. Patients who carry the Z allele are at greater risk of de-
veloping severe Hver disease, The aim of this study - to assess whether PIZ
(rsZg929474], PI5 [rs17580) M1 ala/val (rs6647) or M2 (rs709932) alleles
are associated with liver disease in patients with CF. Materials and methods
- 61 clinically confirmed cystic fibrosis patients (enrolled 1998- 2013) and
61 control patients (without confirmed cystic fibrosis) were analysed for
M, 5 and Z alleles in SERPINAI gene. The methods used were multiplex PCR
and RFLE. Results - M2 allele was more commeon in CF patients comparing
to the control group, (MAF affected=0.2449, MAF controls = 0,123, p=0.018,
OR=2,314, CI195%=1,138-4.705). Analysing haplotype rsZB929474-
rs17580-rs6647-rs 709932 frequency in the SERPINAL gene in patients and
controls significant association was found {n CF patients with haplotypes
N-M-val-M2 [MAF affected=0.244, MAF controls=0.123, p=0.01%8) and N-
N-wal-wet [MAF affected=0.516, MAF controls=0.647, p=0.051). Comparing
CF patients with confirmed liver damage (n=a) and CF patients without it
statistically significant asseciation was not found. Conclusions - Haplotypes
in the SERPINAI gene do not predispose cystic fibrosis patients to liver di-
sease/damage, M2 allele and its containing haplotypes are more common in
cystic fibrosis patients than in control group.
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Population data of 11 DNA markers from a sample taken from South
Romania
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In this work, were typed In 1000 unrelated individuals (sex ratio 60:40] from
South Remania eight DNA markers. Alm was to analyze the genetic variabi-
lity and te establish the relation between this region and other Eurcpean
populatiens. We establish Hardy-Weinberg equilibrium, gene diversity, ge-
netic distances and tree topology by PHYLIP 3.68 package. Polymorphism's
frequencies were similar to the mean frequencies calculated for the whole
set of populations included in the study. The mean value of Ht was 0,201,
and for Hs was 0,18, The most affiliated pepulation with our lot are Italy,
Spain, Poland, Germany, Greece and Turkey the most distant population are
United ngdﬁm, Sweden, Croatia and Slovacia.

A new variant of Ehlers-Danlos syndrome with inborn errors of
mucopolysaccharide metabolism in the mother and son
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Backg ctive ﬂ"isue dy";plas:as are characterized by the clinical
p-u!yruurph:sm and genetic heterogeneity. Each new paticnt with Ehlers -
Danlos syndrome, according to our shservations is potentially s new varfant
of the syndrome,

Care report: Family ¥ has been followed-up for 13 years, Proband V. Clini-
cal manifestations - coarse faclal features, a disproportienate body, keeled
chest deformity, kiphoscoliotic spinal deformity, wing-like scapulas, an in-
creased skin extensibility, its softness, velvet, hypotonia, hypermobility of
jeints, varlcose veins, swelling of the lower extremities. Proband's mother
M. - disproportionate body, coarse facial features, kiphoscoliotic spinal de-
formity, a soft, doughy, hyperelastic skin, hypermobility of joints, varicose
veins, lymphatilc edema of the lower axtremities,

The examination echografically revealed hepatosplenomegaly, metabolic,
dysplastic changes in the kidneys, mitral valve prolapse, an additional chord
of the left ventricle. Biochemically - signs of an increased collagen degrada-




