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1963- Clinicopathological conferences
Hacettepe- Ankara

Cystic fibrosis was a post-mortem diagnosis.



1963 Ankara



First article 

Helv Paediatr Acta. 1973 May;28(2):165-74.

Newborn screening for cystic fibrosis with the chloride electrode

and neutron activation analysis.

Gürson CT, Sertel H, Gürkan M, Pala S.

PMID: 4706142
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High school 



1974-Hacettepe University Department of Pediatric Pulmonology

Development of Pediatric Pulmonology



Brompton Hospital 1988-1990



Hum Genet. 1990 Sep;85(4):409-10.

Frequency of the F508 deletion in the CFTR gene in Turkish

cystic fibrosis patients.

Hundrieser J , Bremer S, Peinemann F, Stuhrmann M, Hoffknecht N, Wulf B, Schmidtke J, Reiss J, Maass G,

Tümmler B.

Abstract

The F508 deletion in the cystic fibrosis transmembrane conductance regulator (CFTR) gene

was found in 8 out of 30 Turkish cystic fibrosis (CF) chromosomes (27%). Five Turkish delta

F508 CF chromosomes were associated with the risk haplotype B in KM19 (2 allele)/XV2c (1

allele). In the Turkish population, cystic fibrosis is predominantly caused by mutations other

than the F508 deletion.
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Parental consanguinity



Development of Pediatric Pulmonology

1990 -Marmara University Department of Pediatric Pulmonology

1992 -Turkish Thoracic Society Pediatric Pulmonology Working Group

1992 –Egean University Department of Pediatric Pulmonology





Muhammed
At 1 year 



“On 17th July 1989 it was very hot at the seaside. My 6-year-old son 
fainted, admitted to the intensive care. No body could explain why he 
collapsed, but recovered in 2 days. He was sweating a lot, salt granules 
were accumulating on his skin. My family physician recommended 
sweat test. It was not performed properly anywhere. They were putting 
the child’s hand into a plastic bag and waiting the the sweat”



“We decided to go to Netherlands for further investigations. The doctors 
there did not think of CF and refused to do the sweat test. I insisted and the 
test result was positive”

“We returned to Turkey and tried to find a doctor. Nobody knew anything 
about the disease. Pediatricians were telling me that it was not an important 
disease just causing random cysts”



“ I read an article about cystic fibrosis in a Turkish popular medical magazine 
called Dirim. The author was trying to increase awareness about the disease 
and asking the patients to apply to Marmara University.  I found her.

My son will be 35 years old on 21st March. He is married fo 2.5 years.”



Turk J Pediatr. 1991 Apr-Jun;33(2):79-84.

Prenatal diagnosis of cystic fibrosis in a Turkish family.

Yilmaz E , Ozgüç M, Coşkun T, Beksaç S, Cakar N, Ayter S, Ozalp I.

Abstract

Prenatal diagnosis of cystic fibrosis (CF) was made in a Turkish family whose first born child

was diagnosed at necropsy as having CF. Two consecutive pregnancies followed. The fetus of

the second pregnancy was diagnosed as having CF by the microvillar enzyme assay and was

aborted. The diagnosis was verified by the DNA polymerase chain reaction analysis using

chorionic villi from the abortus. In the third pregnancy, amniocentesis was performed in the 17th

week, and KM19 polymorphism linked to CF was used to assess the status of the fetus. Since

the fetus was determined to be a carrier, the family was advised to continue with the pregnancy.

PMID: 1844185
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Ann Genet. 1993;36(3):144-9.

Molecular genetic analysis of Turkish cystic fibrosis patients.

Köprübasi FF , Malik N, Bösch-al-Jadooa N, Alkan M, Tanac R, Bühler E.

Abstract

The cystic fibrosis (CF) gene was recently cloned and a three basepair deletion removing

phenylalanine 508 from the coding region was identified as the mutation on the majority of

cystic fibrosis chromosomes. The frequency of this mutation varies among different geographic

locations. In this study we analysed 25 Turkish families and have found the relative frequency of

the delta F508 (DF508) mutation to be 20.37%. This is similar to that reported in other Middle

Eastern countries and contrasts with the considerably higher frequencies encountered in

Northern Europe and North America. Molecular analysis of the two nucleotide binding folds

(NBFs) of the cystic fibrosis transmembrane conductance regulator (CFTR) gene with direct

sequencing, has also shown that the other defined mutations in these regions of the gene do not

occur in the CF patients from the Turkish population. One patient presenting with severe clinical

features was determined to be a compound heterozygote for the mutations delta

F508/1677delTA.

PMID: 8117058
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Eur J Pediatr. 1994 Nov;153(11):829-31.

Sodium chloride deficiency in cystic fibrosis patients.

Ozçelik U , Göçmen A, Kiper N, Coşkun T, Yilmaz E, Ozgüç M.

Abstract

Sodium chloride deficiency (SCD) was observed within the 1st year of life in 12 of 46 cystic

fibrosis (CF) patients between July 1989 and September 1992. All patients showed sweating,

loss of appetite, fever, vomiting, irritation, dehydration, weakness, and cyanosis during an attack.

Mean plasma sodium, potassium and chloride levels were 122.9 (range 106-135), 2.5 (range

1.6-3.5), and 73.3 (range 60-90) mEq/l respectively. Alkalosis and elevated plasma renin activity

were detected in all patients. Of the patients, 50% showed microscopic haematuria, and

hypercalciuria was detected in two out of four patients. Low urinary sodium and high urinary

potassium were observed in the four examined patients. Increased creatinine, BUN and uric acid

values returned to normal with treatment. All the patients were treated initially with intravenous

fluids and electrolyte solutions. All patients were less than 7 months of age during the first

attack, five received only breast milk and the others breast milk with formula milk. Their oral salt

supplement was 2-4 mEq/kg per day, which is recommended for CF patients, but could be

deficient in excessively sweating infants. The genotype of these patients might be cause of high

salt losses. F508 is the most common mutation with the frequency of 38% in our CF patients

with SCD, but the frequency of unknown mutations is high (54%).

PMID: 7843198
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Hum Hered. 1995 May-Jun;45(3):175-7.

Study of 12 mutations in Turkish cystic fibrosis patients.

Yilmaz E , Erdem H, Ozgüç M, Coşkun T, Ozçelik U, Göçmen A, Ozalp I.

Abstract

67 unrelated cystic fibrosis (CF) patients were screened for some of the most common

mutations of the CFTR gene. This analysis resulted in the identification of 34.6% of all CF

alleles. The most common mutation is delta F508 (28.4%). Two other mutations account for a

further 6.7% of the alleles (R347H: 3.0%; N1303K: 3.7%). 1677delTA, G542X, G551D, S549N/I,

R553X, L558S, R334W, and R297Q were not detected.

PMID: 7542223 DOI: 10.1159/000154281

[Indexed for MEDLINE]

Format: Abstract

1

Author information

MeSH terms, Substances

LinkOut - more resources

Full text links

PubMed



Hum Genet. 1996 Jun;97(6):727-31.

Geographic distribution and origin of CFTR mutations in

Germany.

Tümmler B , Storrs T, Dziadek V, Dörk T, Meitinger T, Golla A, Bertele-Harms RM, Harms HK, Schröder E,

Claass A, Rutjes J, Schneppenheim R, Bauer I, Breuel K, Stuhrmann M, Schmidtke J, Lindner M, Eigel A,

Horst J, Kaiser R, Lentze MJ, Schmidt K, von der Hardt H, Estivill X.

Abstract

The geographic distribution and origin of CFTR mutations in Germany was evaluated in 658

three-generation families with cystic fibrosis (CF). Fifty different mutations were detected on

1305 parental CF chromosomes from 22 European countries and overseas. The major mutation.

delta F508 was identified on 71.5% of all CF chromosomes, followed by R553X (1.8%), N1303K

(1.3%), G542X (1.1%), G551D (0.8%) and R347P (0.8%). According to the grandparents'

birthplace, 74% of CF chromosomes had their origin in Germany; the delta F508 percentage

was 77%, 75%, 70% and 62% in northern, southern, western and eastern Germany,

respectively. Ten or more mutant alleles in the investigated CF gene pool originated from

Austria, the Czech Republic, Poland, Russia, Turkey and the Ukraine. This widespread

geographic origin of CFTR mutations in today's Germany reflects the many demographic

changes and migrations in Central Europe during the 20th century.

PMID: 8641688
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Development of Pediatric Pulmonology

•1997- Istanbul University Department of Pediatric Pulmonology

2002- Pediatric Pulmonology Society

•2011 Pediatric Pulmonology Board Certification

•2012 CF Patient Organization

Am J Med Genet. 2002 Dec 1;113(3):250-7.

Highest heterogeneity for cystic fibrosis: 36 mutations account

for 75% of all CF chromosomes in Turkish patients.

Kilinç MO , Ninis VN, Dağli E, Demirkol M, Ozkinay F, Arikan Z, Coğulu O, Hüner G, Karakoç F, Tolun A.

Abstract

We analyzed the CFTR locus in 83 Turkish cystic fibrosis patients to identify mutations,

haplotypes, and the carrier frequency in the population. We detected 36 different mutations in

125 (75%) of the total 166 CF chromosomes. Seven novel mutations were identified: four

missense (K68E, Q493P, E608G, and V1147I), two splice-site (406 -3T > C and 3849 +5G > A),

and one deletion (CFTRdele17b,18). The data showed that the Turkish population has the

highest genetic heterogeneity at the CFTR locus reported so far. The results of this thorough

molecular analysis at the CFTR locus of a population not of European descent shows that CF is

not uncommon in all such populations. The large number of mutations present, as well as the

high heterogeneity in haplotypes associated with the mutations suggests that most of the

mutations have persisted for a long time in the population. Consistently, the carrier frequency is

assessed to be high, indicating that the disease in the population is ancient.

PMID: 12439892 DOI: 10.1002/ajmg.10721
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Development of Pediatric Pulmonology

2011 Pediatric Pulmonology Board Certification



Development of Pediatric Pulmonology

2012 CF Patient Organization

Açıklama ekle CF Serap Çöremen ile birlikte.

Elif Sezginer Dagli
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29Birsen Ocaklı, Fatma Nur Barkin ve 27 diğer kişi

Konumumu …

Yorum yaz...

Beğen

Kistik Fibrozis Yardımlaşma ve Dayanışma Derneği (KifDer) Kifder, 2012 yılının Şubat ayında,

kistik fibrozis hasta ve hasta yakınlarının bir araya gelerek kurduğu bir sivil toplum

kuruluşudur.
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