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KIiSTIK FIBROZ-KLINIiK MUSAHIDO

Musayev A.A., Miirsolova Z.S., Haciyeva X.C.
K.Y.Faracova adina Elmi Tadgiqat Pediatriya Institutu

Kistik fibroz vo ya mukovisidoz- autosom-resessiv yolla étiiriilon xastaliklar icarisindo an
¢ox rast galinon, biitiin ekzokrin vazlorin sekretinin 6zliiyiiniin artmasi ilo vo bu sababdan bas
veran tonaffiis sistemi infeksiyalari, madaalti vazin xarici sekresiya funksiyalarinin pozulmasi,
hepatobiliar patologiyalar va ifraz olunan torin elektrolit tarkibinin doyismasi ilo xarakteriza
olunan anadangslms xastalikdir. Xastoliyin slamatlori 70% hallarda hoayatin ilk iki ilinda
meydana cixir. Kistik fibrozisin ilk slamati 30-40 % hallarda yenidogulmuslarda mekonial
bagirsaq kecmamazliyi olur. Bir ¢ox dlkalords xastaliyin yenidogulmuslarin skrininqi proqra-
mina daxil edilmasi diagnozun daha erkon qoyulmasina va agirlasmalarin qismon do olsa
garsisinin ahnmasina kémak etmisdir. ETPI-da 2015-2020-ci illor arzinds miialico almis vo
Mukovisidoz diagnozu qoyulmus 33 xastonin xastalik tarixi arasdirilmisdir. Xastolorin on Kiciyi
3 saathq, an boyiiyii 7 ayliq olmusdur. 30 (91%) xastods pnevmoniya, bunlardan homginin, 28-
da (84,8%) hipotrofiya III daraca, 26 (78,7%) xastada is3 yanasi olaraq anemiya da olmusdur.
5 (15,1%) xastada yenidogulma dovriinds mekonial ileus olmusdur. Diagnoz ilkin olaraq klinik
dlamatlor va tor testind dsasan qoyulmusdur. Xastalik 5 (15,1%) xastado genetik analizlo
tosdiqlonmisdir. 14 (42,4%) usaq qohum evliliyindon dogulmusdur. 9 (27,2%) xastd tokrar daxil
olmusdur. 7 (21,2%) usagin anamnezinds ailods digor usaqlarmn oliimii qeyd olunmusdur.
Xastalordan 13 (39,3%) xastonin valideynlori usagin miialico vo miiayinasindon imtina edarak
evd aparmislar.

Acar sozlar: Kistik fibroz, kistik fibrozis transmembran regulyator proteini, pnevmoniya.

Xostaliyi ilk dofa 1936-c1 1lda isvegrali pedia- sekretlor bronx vo bronxiollarin tixanmasina
tr Qvido Fankoni tosvir etmisdir.1938-ci ildo sabab olur ki, bu da agciyarlorin ventilyasiyasinin
amerikali patolog-anatom Doroti  Anderson pozulmasina vo mikroorganizmlarin inkisafina
(Dorothy Anderson) “Madoalt vazin kistofibro- sorait yaradir [4] .
zu vo onun seliakiya ilo olagasi” adli monogqrafiya Kistik fibroz vo ya Mukovisidozun organ-
cap etmisdir. 1946-c1 ildo amerikali pediatr Sidni larin zodolonmasine goro 3 formasi miioyyon
Farber (Sydney Farber) “mukovisidoz” terminini olunmugdur: tonoffiis sistemi {lizvlorinin, 9sason
toklif etmigdir (lat. mucus-selik,viscus- yapisgan) agciyarlorin zodolonmasi ilo gedon, hazm sistemi
[1]. Xastolik diri dogulan usaqlar arasinda 1:20 tizvlorinin zodolonmasi ilo gedon vo gqarisiq
00-3500 nisbatinda rast galinir, har 25 insandan forma.
biri xostaliye goro dasiyicidir, lakin miixtolif Agciyar formast klinik olaraq 6ziinii bron-
populyasiyalarda xostoliyin rast golmo tezliyi xiolit, bronxit, pnevmoniya kimi gostorir. Kigik
forqlidir [2]. yaslardan tez-tez tokrar olunan tonsffiis yolu

Xostoliya sabob olan gen 7-Ci Xromosomun infeksiyalar1 agciyorlorin bronx agacinda zodo-
uzun c¢iynindo q22-31 bolgesinda yerlosir,1480 lonmalora sabab olur ki, bu da sonda bronxek-
amin tursusundan ibarotdir, kistik fibrozis taziya vo agciyorlorin fibrozlagmasi ilo natico-
transmembran regulyator —CFTR proteinin sin- lonir. Kistik fibrozis xastolorinds infeksion
tezini kodlagdirir. Bu genin hazirda 2000-5 godor prosesin toradicilori kigik yaslarda on ¢ox
mutasiyast malumdur [3]. CFTR epitel hiiceyro- Staphylococcus aureus, Haemophilus influen-
lori tizorinds 6ziinii ATF ilo aktivlogon Cl kanali zae, boyiiklords iso osason Pseudomonas aeru-
kimi aparir vo belslikls bu epiel hiiceyralorinds ginosadir. Xiisuson psevdomonas infeksiyasi
xlor kanal1 diizgiin islomadiyina goérs hiiceyradon agciyoarlordo xroniki kolonizasiyaya sobab olur vo
konara duzun xaric olmasi artir. Bu iso passiv agciyarlorin xroniki zadslonmasinin on baglica
olaraq su xaric olmasi ilo miisahido olunmadigina sobobidir.
gora ifraz olunan sekretin torkibi do su vo duzdan Hozm sistemi torofdon on ¢ox modoaltt vozin
kasad, gat1 vo yapisqan olur. Agciyarlordo bu funksiyas1 pozulur ki, bu da gat1 sekretin kanal-
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lar1 tutmasi sobabindon olur. Madoalt1 vaz sirasi
axmal1 oldugu onikibarmaq bagirsaga axa bilmir
vo madoalti voz toxumasinin i¢ing sizaraq, orqa-
nin zadalonmasing, bu da homin zadalonmis saha-
lorin fibrozlagmasina gatirib cixarir. Galocokdo
insulin sintez edon adaciq hiiceyrolori do zodo-
lonarok sokorli diabetin meydana ¢rxmasina so-
bab olur [5].

Kistik fibroz hor yasda forqli olamaotlorlo
Ozlinii gostorir, prenatal dovrde erkon sonoqrafik
olamotlor garin ¢evrasinin hestasiya hoftosindon
bdyiik olmasi, mekonium ilo dolu bagirsaq ilgok-
lori, bagirsaqlarin exogenliyinin artmast, polihid-
roamnion; neonatal dovrdo mekoneal ileus, intes-
tinal atreziya, diiz hiperbilirubinemiya ilo gedon
uzanmig sariliq, abdominal vo skrotal kalsifi-
kasiya, yenidogulmusun hemorragik xastoliyi;
erkon vo boyiik yash usaqlarda xroniki dskiirok,
tokrarlanan agciyar infeksiyalari, bronxektaziya,
nazal polip, pansinusit, yagli ishal, hipotrofiya,
rektal prolaps, xolestaz, 6d das1 xastoliyi, koskin
pankreatit, sirroz, portal hipertenziya va varikoz
ganaxmalar1, hipoproteinemiya va ziilalsiz 6dem-
lor, psevdo Barter sindromu (hipoxloremik hipo-
natremik metabolik asidoz), hemolitik anemiya
(hipovitaminoz E), hipovitaminoz A-nin sabab
oldugu kseroz, yag tursular1 ¢atismazligi sabo-
bindon dori sopkileri, daha boyiik yaslarda ise
bronxektaziya, atelektaz, cinsi inkisafin gecik-
mosi, azospermiya, infertillik vo s. Xostaliyin
diagnozu klinik slamatlor, ailods kistik fibrozisli
digor usagin olmasi, yenidogulmusun skriningi
zaman! immun reaktiv tripsinogen gostaricisinin
yliksak olmasi, miixtalif giinlordo aparilan tor
testinin 2 dofo miisbat olmasi, genetik analizlo
mutasiyanin agkarlanmasina asason qoyulur [6] .

ETPi-do 2015-2020-ci illor arzinds miialica
almis vo Mukovissidoz diagnozu qoyulmus 33
xastonin xastalik tarixi aragdirtlmigdir. Xastolorin
on kiciyi 3 saatlig, on boyiiyli 7 ayliq olmusdur.
30 (91%) xostodo pnevmoniya, bunlardan
homginin, 28-do (84,8%) hipotrofiya III doraco,
26 (78,7%) xastada 150 yanasi olaraq, anemiya da
olmusdur. 5 (15,1%) xastodo yenidogulma dov-
riinds mekonial ileus olmusdur. Diagnoz ilkin
olaraq klinik olamotlor va tor testina osason
goyulmusdur. Xostolik 5 (15,1%) xastodo genetik
analizlo tosdiqlonmisdir.14 (42,4%) usaq qohum
evliliyindon dogulmusdur. 9 (27,2%) xasta tokrar
daxil olmusdur. 7(21,2%) usagin anamnezindo
ailodo digor usaqglarin 6liimii geyd olunmusdur.
Xastolor-don 13 (39,3%) xostonin valideynlori
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usagin miialica vo miiayinasindon imtina edorok
evo aparmislar.

Soxsi miisahidomizdo olan xasto A.S.T. 18.
09.2020-ci il tovalliidlii 18.12.2020-ci il tarixindo
ETPi-nin Pulmonologiya sdbasine daxil olmus-
dur (t/k N-5904). Diagnozu- Iki torafli bronxo-
pnevmoniya, kaskin gedis, agir forma. Muko-
visidoz (qarisiq forma). Qastroezofageal refliiks.
Anemiya 11° Hipotrofiya I11°. Ananin 23, atanin
26 yas1 var. Valideynlor gohumdur. Usaq I hami-
lalik, I dogusdandir. Hamilslik zamani anada
toksikoz, anemiya olub, bir ne¢o dofo KRX
kecirib. Dogus 38 hoftolikds, corrahi yolla olub.
Dogularkan kiitlosi 2900 gr olub. 3 giinliikdo evo
yazilib, ana slidii vo siini qarigiqla qidalandirilib.
Iki ayliginda koskin respirator xastolik slamatlori
ilo Gonco gohar 2 sayli xostoxanasinda miialico
alib, voziyyatinin agirlig: ilo olagodar ETPi-ya
kogiiriiliib, ARIT vo Pulmonologiya sébalorin-da
“Pnevmoniya. Tonoffiis catigmazligi. Hipo-
tropiya III. Anemiya. Toksiki ensefalopatiya”
diagnozu ilo miialico alib (22.11.2020-09.
12.2020). Pnevmonik kdlgolor sorulub vo usaq
kafi voziyystds saho hokiminin nozarstino eve
yazilib. Lakin usaq oxsar sikayatlorlo tokrar daxil
olub. Sobaya daxil olarken usagin imumi voziy-
yati ¢ox agir idi. On planda imumiintoksikasiya
olamotlori dururdu, dorisi vo goriinon selikli
qisalart solgun, anemik idi, perioral sianoz qeyd
edilirdi. Darialt1 piy gat1 zaif inkisaf edib, kiitlosi
2700 gr idi. Auskultasiya zamani sort tonaffiis
fonunda asag1 paylarda yas xiriltilar esidilirdi.
Urok tonlar1 karlasmis, nobzi-tezlosmisdi. Qarni
kop, nacisi duru, hazm olunmamas, yasiltimlidir.
Sidik ifrazi adekvat, sorbost idi. Apartlan miayi-
nalar naticesinds Covid-19-a gora yaxmanin noti-
cosi neqativ olmusdur.

Qanin imumi miiayinesinda: (18.12.2020)
WBC- 21.1x10%ml, RBC-4.12x10%/ml, HGB-
11.4g/dl, HCT-31.1%, MCV-75.5fl, MCH-
27.7pg, MCHC-36.7 g/dl, PLT AG-345x 10% ml,
06.01.2021- WBC-9.0x10%/ml, RBC-3.38x 10%
ml, HGB-7.1 g/dl, HCT- 30.5%, MCV-78.6fl,
MCH-18.3p9, MCHC 23.3 g/dI, PLT-286x 10°
/ml.

Qanin biokimyavi miiayinesinda: Ca-1,93
mmol/l, K (kalium)-3.8 mmol/l, Na(natrium)-138
mmol/l, Umumi ziilal -56 g/I, Albumin-35q/l, C-
reaktiv ziilal -2.5mq/l. Tordo xloridlorin toyini —
49 mekv/l.

Rentgenoloji miiayina: Hor iki torofdo asagi
sahalordo zoif intensivlikli pnevmonik kdlgolar
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izlonir. Har iki agciyor kokii strukturludur. Sinus-
lar sorbostdir. Rentgenoloji divararaligi kolgasi
geniglonmoyib. Qarin  boslugunun icmal R-
grafiyasi: hor iki diafragmaalt1 nahiyyado sorbast
hava geyd olunmur. Bagirsaglarda hava—maye
soviyyalari izlonmir. Qaraciyarin konturu norma-
dan boytikdiir.

Neyrosonoqrafiya milayinasi zamani bag bey-
nin USM goriintiisii normal hiindiidlarda izlon-
migdir. Abdominal USM-do doyisiklik askar-
lanmamusdir.

Xostoyo genetik miiayino mogsadilo CFTR
Sanger sekans miiayinasi aparilmisdir vo natico-
do 7q31.2 sitogenetik lokalizasiyali cistik fibrozis
askarlanmisdir.

GEN Variant SNP Zygosity | In silico parameters/Allele
coordinates identifier frequency
CFTR NM_000492: | Rs39750 | homozigot Mutation genomAD
ENST0000003084 EXONT: 8808 Taster:DM -
NM_000492 C.868C>T: HGMD:C | Exomes:0.00
UniProt p.Q290 M952046 0008
peptide:P13569 ehr7: Disease:C
Cytogenetic 117176726C>T ystic fibrosis
location:7g31.2

Xostoxanada miialico aldigi miiddotdo xos-
toyo antibakterial, dezintoksikasion, fermen-
tativ, vitamin, simptomatik terapiya aparilmis, o
ciimlodon, hipoalbuminemiyanin korreksiyasi
mogsadilo albumin, anemiyanin korreksiyasi
moagsadilo eyni qrup vo rezusdan olan eritrost
kiitlosi, homginin inhalyasion terapiya aparil-
migdir. Xostonin imumi vaziyyatinds yaxsilas-
ma olmus, intoksikasiya votonaffiis catismazligi
olamatlori ¢okilmis, pnevmonik kdlgolor sorul-
musdur. Usaq badan kiitlasini +600 gr artirmis vo
yaxsilasma ilo saho hokiminin noza-roti altina
evo yazilmisdir.

Notico. Xostolorin tibbi kartalarinin aragdi-
rilmast zamani malum oldu ki, xastoliyin vax-
tinda askarlanmamasi xastolikdon Oliim hal-
larinin vo agirlasmalarin sayinin artmasina sabab
olmusgdur.

Kistik fibrozun yenidogulmuslarin skriningi
programina salinmasi xastoliyin erkon askarlan-
masina vo miialiconin vaxtinda baglanmasina,
hamginin xastoliyin agirlagmalarinin garsisinin
gisman do olsa alinmasina imkan verar Ki, bu da
kistik fibroz sobobindon usaq Oliimiinliin vo
olilliyin qarsisinin alinmasina komak eds biler.
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SUMMARY

Cystic fibrosis.Clinical observation

Musayev A.A., Mursalova Z.Sh., Haciyeva Kh.J.
Scientific Research Institute of Pediatrics named after K.Farajova

Key words: cystic fibrosis, cystic fibrosis transmembran protein, pneumonia.
Cystic fibrosis, also called mucoviscidosis, formerly cystic fibrosis of the pancreas, an inhe-
rited metabolic disorder, the chief symptom of which is the production of a thick, stic-ky mucus that clogs
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the respiratory tract and the gastrointestinal tract. CF is inherited in an autosomal recessive manner. Long-
term issues include difficulty breathing and coughing up mucusas a result of frequentlung
infections.Symptoms of the disease occur in 70% of cases in the first two years of life.The first sign of
cystic fibrosis is meconial intestinal obstruction in 30-40% of newborns.In many countries, the inclusion
of the disease in the neonatal screening program has helped to diagnose earlier and prevent complications,
albeit partially.We retrospectively examined themedical history of 33 patientswith cystic fibrosis who were
treated in Scientific Research Institute of Pediatrics between 2015 and 2020 years. The youngest of the
patients was 3 hours old, and the oldest was 7 months old. 30 (91%) patients had pneumonia, 28 (84.8%)-
grade 111 hypotrophy, and 26 (78.7%) - anemia.5 (15.1%) patients had a meconial ileum during the neonatal
period. The diagnosis was initially made based on clinical signs and sweat analysis. The disease was
confirmed by genetic analysis in 5 (15.1%) patients.14 (42.4%) children were born from cousin marriages
9 (27.2%) patients re-applied for treatment. In the anamnesis of 7 (21.2%) children, the death of other
children in the family was recorded. In 13 (39.3%) patients, the parents took the child home, refusing
treatment and examination.

PE3IOME
Kucto3nblii pudpo3.Kinmnuueckoe Habda01eHUe

Mycaes A.A., Mypcasosa 3.111., l'agxuneBa X./Ix.
Hayuno-Hccnedosamenvckuti Hnemumym Ileouampuu umenu K. @apaocesou

Kniwouesvie cnosa: xucmosuviii (pubpo3, mpaHcmemMOpaHHwill Npomeur Kucmosnoeo ¢uoposa,
NHEe8MOHUs

Kucrosnsiit pubpo3, Takxke Ha3pIBaEMbIil MYKOBHUCIIMI030M, PaHEE - MyKOBHCLMJI03 T10JKEITY JOUHON
’KeNe3bl, HACIEACTBEHHOE HapylleHHe OOMEHa BENIeCTB, TNIABHBIM CHMIITOMOM KOTOPOTO SIBISETCS
00pa30BaHUE TYCTOM JIMITKOW CITU3H, KOTOPAst 3aKyIIOPUBACT JIBIXATCIBHBIC ITYTH U XKEITyJOTHO-KUIICUHBIH
TpakT. Kucrosusiii ¢pubpo3 HacleayeTcs mo ayToCOMHO-pelieCCUBHOMY TUIy. OCIOXHEHUS BKIIOYAIOT
3aTPYAHCHHOE JIBIXaHUE W OTKAIUTUBAHUE CIIM3U B Pe3yJIbTaTe YacThIX MH(PEKIUH JeTkuX. CHMITOMBI
3aboneBaHus Bo3HUKaIOT B 70% ciiydaeB B mepBbie /Ba rofa *u3Hu. [lepBblil mpu3Hak MyKOBHCIHI03a -
MEKOHHUAJIbHAsL KHIIEYHass HenmpoxoAuMocTh HaOmomaercss y 30-40% HOBOpOXIeHHBIX. Bo MHOTrHMX
CTpaHax BKIIOUEHHE OTOro 3a00NeBaHUS B MPOrpaMMy HEOHATaJbHOTO CKPHHUHTA IOMOTJIO
JMATHOCTUPOBATh PAHBIIE W TPEIOTBPATUTH OCJIOXKHEHHS, XOTS M YaCTUYHO. MBI PETPOCTICKTHBHO
U3y UCTOpUI0 Oone3HM 33 MalMeHTOB ¢ MYKOBHCIHUIO30M,IONYYMBIIMX JiedeHue B MHcTHTyTe
[Memuarpuu B nmepuoa ¢ 2015 mo 2020 rox.Camomy MalieHbKOMY W3 MAIMEHTOB ObLIO 3 yaca, a CaMOMy
B3pocnomy-7 mecanes. Y 30 (91%) 6ompHbIX ObU1a HEBMOHUS, Y 28 (84, 8%)-runorpodus Il crenenu,a
y 26 (78,7%) - anemust. JIlnarHo3 ObLT IEpBOHAYATBHO TIOCTABJICH HA OCHOBAaHUHU KIIMHUYECKUX TIPU3HAKOB
U aHanu3a nota. 3aboneBaHue ObLIO MOATBEPKICHO TeHETHYECKIM aHanu3oM y 5 (15,1%) nanuentos. 14
(42,4%) nereil pomuaMcCh OT POJCTBEHHBIX OpakoB.9 (27,2%) manueHTOB MOBTOPHO OOpaTUIIUCH 3a
nedyenneM.B anamuese 7(21,2%) nereii Oblna 3adukcupoBaHa cMepTh Apyrux aereit B cembe.13 (39,3%)
MAIMEHTOB POJAUTENH 3a0pany peOeHKa JOMOM, 0TKa3aBIINCh OT JICUSHHUS M 00CIIeIOBAHUSI.
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