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Di jorji sindromu
A.T. Hosanova!
! Tibbi biologiya v genetika kafedrasi, ATU

Di Jorji sindromu 22-ci xromosomun (22q11.2)
delesiyast ya da translokasiyasi (basqa Dbir

xromosoma dasinmasi) naticosindo xromosomun
yenidon sokillonmosi ilo meydana golon bir
genetik anomaliyadir. Nadir olaraq goriilon bu
sindromun insidansi 1/4000 olaraq bildirilmisdir.
Xostolorin - 90%-do  22q11.2 mikrodelesiyasi
goriilmokds olub, c¢oxu sporadik (de novo
mutasiya ilo) olaraq meydana golmokdadir.
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Toxmini 7%-do ailovi irsiyyat tipi bildirilmigdir. morhololordo  diagnostikas1t  vacibdir. Klinik

22-ci xromosomdaki gen defekti noticosindo
intrauterin yoni botndaxili inkisafda 3-cii vo 4-cl
faringeal yariglarin anormal inkisafi olur vo
bunun noticasindo bu embriyonik yapilardan
téroyan organlar; timus, paratiroid, aorta, dodaq
vo qulaglarin alt gisimlorindo bulgular meydana
golir.  Bu sindromun bulgular1 ¢ox genis
spektrumlu olub, anadan golmo iirok vo boyiik
damar anomaliyalari, palatal yetmozlik vo
hipokalsemiya six goriilir. Uz anomaliyalari
(kicik ¢ona, qulaq dusiikliyii, gozlor arasi
mosafonin boOyiik olmasi, {list dodagin orta
olugunun qisa olmasi) goriilo bilor. Bu
sindromda timus vozinin natamam inkisafi vo ya
yoxlugu sobabi ilo T hiiceyralori sintez olunmur
vo immun sistemds catigsmazliq goriiliir. Vozin
anormal yerlogimi vo ya ki¢ik hacmds olmasi da
xarakterikdir.

Ciddi komplikasiyalara sobab olmasi vo zehin
inkigafina tosir etmosi kimi baslica sobablora
gbra 22-ci xromosomun delesiyasinin erkon

stiphonin davaminda diagnoz FISH, MLPA kimi
metodlarla qoyula bilmokdodir. Bozi hallarda
lirok qusurlari, boylimo hormonunun
catmamazligr miisahido edilir. Yash xostolorin
toxminon 40 faizindo sizofreniya xostaliyinin
olamatlori var. Adoton xastolorin oksariyyati 1
yasina gader talaf olur.

Urok qiisurlarinin,  paratiroid  vozin
funksiyasina vo ganda kalsiumun miqdarina
nazarat talab edilir.
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Bunsinue npeuMIIaHTAIMOHHOM
reHeTH4ecKOi JTUATHOCTUKHU Ha
HCXO0JbI IKCTPAKOPIOPAJIBHOI0

OIJIOIOTBOPEHMUSA

M.K. UcmaiisioBa !

! Ilenrpansnas Knunuka

Hean: M3yueHue CTPYKTYpbl XPOMOCOMHBIX
HapyleHu  SMOpPHOHOB  HAa  OCHOBAHUU
IIPEUMILIaHTAlUOHHHOU TE€HETUYECKON

JIMarHOCTUKMA B IIPOrpaMMe BCIIOMOIaTEIbHBIX
PENPOAYKTUBHBIX TEXHOJIOTUH, & TAKKE BIUSHUS

ITOM POLIETYPHI Ha pE3yJIbTaThI
OepeMeHHOCTEH.
Marepuaibl M MeTOAbI  HMCCJIEIOBAHUS:

IIpoBoaunu u3ydeHHE XPOMOCOMHOM IAaTOJIOTH
SMOpPUOHOB y 86 >KEHIIUH C PAa3HBIMH UCXOJaMU
OKO. IlpeuMmiaHTallMOHHOE HCCIEOBaHUE
sm6proHoB mpoBoawm FISH wmetomom y 42
JKEHIIUH C TIOJOXKUTEJIbHBIMU pe3yJbTaTaMu
OKO u y 44 XeHIIMH C OTPULATEIbHBIM
ucxogoM OKO. Onenky kadectBa 3MOpPHOHOB
MIPOBOAMIIN Ha TPETHM IEHb KyJIbTUBUPOBAHHUS.
PesyabTaTsl HCCJIeJOBAHMA: N3yuenue
MPEUMILTIAaHTAIIHOHHOM XapaKTePUCTUKU
sMOproHOB B nporpamme DKO BwIsiBHIIO Ooliee
BBICOKHMI TIOKa3aTenb i  SMOpHOHOB  6e3
XpOMOCOMHOW  MaTOJIOTMM B Ipymme ¢
s pextuBEBIMU DKO M HU3KHE MMOKa3aTeTH s
OTHOCUTENIbHOM  4acTOThl ~ 3MOPHOHOB  C
XpPOMOCOMHOM MaTOJIOTUEH, MO0 CpPaBHEHUIO C
Ipynnod ¢ OTpPULATEIbHBIMU pe3yJbTaTaMHu
3KO.

B rpynne ¢ 6naronpustHeiM ucxojnom OKO vy
KEHIIMH cTapuie 35 JeT yamle BCTpedaauch

JKU3HECTIOCOOHBIE  OMOpPHUOHBI UM peXe -
HEXXH3HECTIOCOOHbIE ~ AMOpHOHBI.  Xapaktep
XpOMOCOMHOﬁ I1aToOJIOTHUN y HUCCIICAYCMBIX

KEHIMH HE TMOKa3aJl JIOCTOBEPHOW pa3HUIIbI
MEXTy TPYIIIaMU CPaBHEHUSI.

Takxe omnpenenseTcss MOCTaTOYHO OOJbIIOE
KOJIMYECTBO MOP(OJIOTHIECKH HOPMATBHBIX, HO
TeHETUYECKH aHOPMaJbHBIX AMOpuoHOB . Eciu
ob1 He mpoBoawn [1I']], To pu moacaake BEIOOD
sMOprosora maix Obl HECOMHEHHO Ha Te
OMOpPUOHBI, KOTOpPbIE JIONIIM JI0  CTaauu
OmacrorucTel. B pe3ynbrare 310 mpuBeno Obl K
oTpuuarenbHomy pesynbraty 9KO.

Hapsiny ¢ 3tuMm, umerorcs U Te, SMOpPHUOHBI,

KOTOpPBIE T€HETHYECKH OKa3aJIUCh 370pPOBBIMU,
HO Mop(donornueckun HENMOJHOLICHHBIMH . Bce
9T JaHHbIE  YKa3blBalOT HAa TO 4YTO, JUIS
MOJTyYEHHUsI BHICOKOKAYECTBEHHOTO IMOpHOHA U
MOJIOKUTEIBHBIX pe3yJIbTaTOB 2KO
HEOOXOAMMO COBEPILEHCTBOBATh U MPOTOKOJIBI
KOHTPOJIUPYEMOW THUIEPCTUMYJIALUH SIMYHUKOB,
U TpUMEHSIEMbIE JIEKapCTBEHHBIC IpenapaTrhl U
HMOpPHUOJIOTUYECKUI 3Tal, W caMmy MpoLenypy
Iru.

3axiouenue: HecMoTpss Ha TPOTUBOpPEUYUBHIC
JIAHHBIE, aHAJIU3 JAHHBIX MHUPOBOW JUTEPATYPHI
U TOJYYEHHbIX HaMU B XOJE€ HCCIEHOBaHUSA
pE3yJIbTaTOB IMOKa3all OOJBIIHE MPEUMYIIeCTBa
MPEUMIUIAHTAIUOHHOW  JMAarHOCTUKU. Mmes
WIMPOKHUE JUAarHOCTUYECKUe BO3MOKHOCTH [1I']]
B pamkax BPT mo3BosseT BBIOpaTh U MEPEHECTH
B TOJIOCTh MAaTKU SMOPHOHBI C OTCYTCTBHEM
XPOMOCOMHBIX  IATOJIOTMH, CHHU3UTh  PHUCK
HEBBIHAIIMBAHUS M MHOTOIUIONUS, a TaKke
YBEJIMYUTh IIAHCHl YCHEMIHOW WMIUIAHTAUUUA U
POXKICHHSI 3I0POBOTO peOeHKA.

KawueBble  ciaoBa:  DKCTpakopnopaibHOE
OIIOIOTBOPEHHUE, BcenomorarenbHble
PenmponyktuBueie  TexHomoruu, Oecmonue,
[TpenmmaHTalIMOHHASA TEeHETUYECKAs

JUarHoCTHKa, XpOMOCOMHBIe adHOMAJINH.
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Kaskin endotoksemiya zamani onurga
beyni sinirinin hissi daydn
damarlarinda bas veran doyisikliklor

E.K. Qasimov, A.9. Bliyarbayova, i.B. Sadiqi,
L.E. Yildirim?

! Azorbaycan Tibb Universitetinin Histologiya,
embriologiya va sitologiya kafedrasi

Onurga beyni siniri hissi diiylinii (OBSHD)
damarlarinin morfoloji qurulusunda bas veron
doyisikliklorin miixtolif mongali
neyropatiyalarin yaranmasinda osas sabablordon
oldugunu nozore alsaq yaradilmig eksperimental
modeldo bu dayisikliklorin xiisusiyyastlorinin
Oyronilmasi xiisusi ohomiyyat kasb edir.

Isin  moqgsadi  eksperimental  olaraq
yaradilmis koskin iltithab zamani onurga beyni
sinirinin hissi diiyiliniinii tochiz edon damarlarda
bas veran doyisikliklorin dyranilmasi olmusdur.

Material vo metodlar. Todqiqat obyekti
cokisi 180-200 qr olan 20 ag sigovullardan
gotiirilmiis OBSHD  -dir. Hussuzlasdirilmig
heyvanlarin damarlart  Xenks mohlulu ilo
yuyulmus, 2,5% qlutaraldehid mohlulu vasitasilo
damardaxili perfuziya {sulu ilo fiksasiya
olunmus vo oldo olunan OBSHD-don epon-
araldit bloklar hazirlanmisdir. Bloklardan alinan
yarimnazik (1-2 mkm) kosiklor metilen abisi,
azur I, osas fuksin ilo ronglonmis vo Latimet
(Leitz) mikroskopunda; ultranazik (70-100 nm)
kosiklor iso 2%-li uranil-asetat vo 0,6%-1i tomiz
qurgusun-sitratla ronglonmis, JEM-1400
transmission elektron mikroskopunda todqiq
edilmisdir.

Naticolor. Eksperimental endotoksemiya
zamani onurga beyni siniri hissi diiylniiniin
gidalanmasinda istirak edon damarlarinda bas
veran doyisikliklor igarisinds ilkin olaraq nozors
carpan arteriyalarin orta qatlariin toskilindo
istirak edon saya ozolo liflorinin yi1gilmasi
naticasindo onlarin monfazinin 2 dofadon ¢ox
daralmast ilo miisahido olunan  koskin
deformasiyaya moruz qalmasidir. Bu zaman tok-
tok rast golinon mio-endotelial olagolordon
basqa, endotelial vo saya ozolo hiiceyralorinin
bir-birlorina baxan sothlorinde meydana ¢ixan
cixintilar  daxili  elastiki  zar1  ayri-ayrn
fragmentlora bolorok onlarin mexaniki tosirlora

miiqavimatini koskin azaltdigindan arteriyalarin
daxili qatinda yerloson endotel hiiceyralorindo
destruktiv doyisikliklor meydana ¢ixir.

Yekun. Endotel huceyralorinin  umiimi
gobul olunmus morfoloji qurulusu doyisilorok
niivo yerloson morkozi vo niivoatrafi hissolorinin
birlikdo damar monfozino dogru qabarmasi
damarin monfozinin koskin daralmasma va
kapsuldaxili damar torunda arterial ganin
hacmini azaldaraq hipoksiyaya sorait yaradir.
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Escherichia coli (e.coli)
endotoksemiyas1 zamamni oturaq Sinir
qisalarinda bas veran doyisikliklorin
qisalararasi tosirinin ultrastruktur
xarakteristikasi

N.T. Quliyeva?

'Azorbaycan Tibb Universitetinin Histologiya,
embriologiya va sitologiya kafedrasi

Giris. E.coli endotoksini gram-monfi
bakteriyalarin hiiceyra zarinin xarici sathindo
olan lipopolisaxaridlordir. Insanlar daimi olaraq
endotoksin ilo tomasda oldugundan onun
periferik sinir qigalarina tosirinin dyronilmasi
ohomiyyatlidir. Hom do son elmi- tadqiqatlarda
gostorilir ki, periferik  sinirlor impulslari
otlirmakls yanasi, hatta orqanizmls xarici miihit
arasinda qarsiligli olagolorin yaranmasinda da
mithiim rol oynayirlar. Odurki todqiqat isini
aktual hesab etmok olar.

Mbaqsad. Endotoksemiya zamani oturaq siniri
qisalarmin stuktur elementlorindo bas veron
morfofunksional doyisikliklorin qgisalar arasinda
bir-birino olagoli
soviyyada Oyronilmosidir.
Material vo metodlar. Todqiqat zaman1 makro-
mikroskopik  tosrih, isiq  veo
mikroskopik, morfometrik ~ vo
metodlardan istifads edilmisdir.

E. Coli endotoksini 1 mg/kq olmagla 0,5 ml

fizioloji mohlulda hall edilorok, ag sigovullarin

tasirinin  ultrastruktur

elektron-
statistik

quyruq venasina yeridilmigdir (n=10). Nozarot
grupu heyvanlarina iso yalmiz 0,5 ml fizioloji
mohlul vurulmusdur. Hazirlanmis  bloklardan
LKB III vo Reichert ultramikrotomlarinda
hazirlanaraq  elektron
mikroskopunda todqiq edilmisdir.

9lds olunmus malumatlar. Miioyyan edildi ki,
hor 1i¢ qisa (epinevrium, perinevrium Vo
endonevrium)  arasinda osason ilkin olaraq
goruyucu funksiya rolunu oynayan perinevral
gisanin zodolonmasi naticasinda perinevriumun

ultranazik  kosiklar

baryer funksiyasinin pozulmasi bas verir Ki,
noticodo miixtalif toksik maddslar sinir daxiling
kegorok digor iki qisan1 da (epinevrium vo
endonevrium) zadoalayir.

Notica.  Beloliklo,  koskin  eksperimental
endotoksemiya zamani1 oturaq sinirinin qisalari
arasinda omolo golmis ilthab ocaqlarinda

“quisurlu dairs” formalagsir. Stibho yoxdurki bu

da nevropatiya agrilarinin osas sabablorindon
biridir.
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History of formation of the fauna of the
fish myxosporea of the water bodies of
Azerbaijan

R. K. Karimoval

! Azerbaijan Medical University
Department of Medical Biology and Genetics

Despite the fact that all water bodies of
Azerbaijan belong to the basin of Caspian Sea,
among the myxosporeas of our fish, there are
only 3 species from Ponto-Caspian marine
faunistic complex formed by brackish-water of
Pontic Lake-Sea. In the Neogene, in the drainless
water bodies of Near East, Western Asian
faunistic complex arose. Its representatives
began to penetrate into the water bodies of
Caucasus, after it joined its southernmost tip to
the mainland and turned from an island into a
peninsula. From the myxosporeas of our fauna,
this complex includes species that parasitize
mainly on Labeobarbus and barbel. In the
Neogene, in the water bodies of Northern
Palaearctic, the most widespread freshwater
faunistic complex, i.e. boreal plain complex (in
the sense of Yakovlev, 1964) was formed. In our
fauna, it is represented by three environmental
groups. From these, palearctic group includes
specific myxosporea of northern pike and a
number of species with a wide range of hosts.
Representatives of the next, Ponto-Caspian
group are inferior to the Palaearctic species in
the degree of eurythermy and are therefore more
numerous in the southern and low-land areas
than in the northern and mountainous. Among
the myxosporeas of the fauna of the republic
there are 16 of them. They are found in fish
belonging to various faunal complexes. Our
amphiboreal group consists of 6 species with
interrupted habitat, including Europe and the Far
East. The vast majority of myxosporeas of boreal
low-land origin is euryhaline and can parasitize
in the body of many fishes. Therefore, these

10

forms could easily penetrate from the north, for
example, from Volga basin, into the brackish
waters of the Caspian Sea. Passing the sea,
through rivers, on migratory fish, they also got
into the freshwater bodies of our region. Due to
periodically occurring phases of desalination,
this process has been significantly simplified. In
Neogene, when the mountain range of the
Greater Caucasus did not reach its present
height, boreal forms could pass into the
freshwater bodies of the Caucasus also through
the upper reaches of the rivers. In the era of
productive strata, as a result of strong regression,
the northern boundary of the sea water body
corresponding to modern Caspian Sea receded
far to the south and the rivers flowing now into
the Middle Caspian Sea temporarily turned into
tributaries of the so-called Paleo-Volga. In such
conditions, typically freshwater boreal forms of
the fish and ichthyoparasites penetrated the
southern freshwater tributaries.

Approximately in the Neogene, in the lowlands
of Palearctic, a brackish-water faunistic complex
was formed, in particular, sticklebacks and their
highly specific parasites, including 3 species of
myxosporidia. Their penetration into our region
could follow the same paths as boreal lowland
forms. Moreover, given the limnophility nature
of the former, apparently, the possibility of their
crossing the upper reaches of the rivers should be
excluded.

In the post-tertiary period, when the Khvalyn
(Caspian) basin renewed its connection with the
Ancient Euxin (Black Sea) basin, the entrance of
the Mediterranean into atherins, Common goby
and pipefish, as well the latter parasite,
myxosporea Sinuolinea sakinachanumae was
happened in the Caspian Sea.

Salmon fish and 2 species of their myxosporeas
in the water bodies of Azerbaijan are
representatives of boreal piedmont-faunistic
complex, which formed in Siberia and Northern
Europe from some of boreal low-land part. Their
penetration, apparently, should be attributed to
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already post-glacial period, when the nelma
moved into the Caspian Sea from the Arctic
basin, which then turned into a passage inconnu.
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Mukovissidozlu xastada CFTR geninin
iki miixtolif mutasiyasinin
identifikasiyasi

L.S. Hiseynova ?

! Azorbaycan Tibb Universiteti

Giris. Mukovissidoz autosom-resessiv
irsiyyat tipli genetik xostolikdir. 1989-cu ilda
molekulyar-genetik  metodlarin ~ kdmokliyila
mukovissidoz irsi  xostoliyinin  geni agkar
edilorok CFTR (Cystic Fibrosis Transmembrane
conductance Regulator) adlandirilmisdir. CFTR
geninin sintez etdiyi ziilal epitelial hiiceyrolorin
apikal membraninda yerloson xlor kanallarinin
faaliyystini requlo edir. Xostolik agciyarlori vo
madoaltt vozinin funksiyasini zodsloyir.

CFTR geni 7 sayli xrosomun uzun
¢iyninin morkozinda (7q31) Olcust 190 kb

olaraq 27 ekzondan ibaratdir. CFTR geninin
700-don  artiqg  mutasiyast  identifikasiya
edilmisdir ki, bunlarinda oksoriyysti nadir
tosadiif edilir.

Azorbaycan Respublikasinin ohalisinda
mukovissidoz xostoliyinin genetik diagnostikasi
aparilmamis CFTR  geninin  mutasiyalari
Oyronilmomisdir.
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Beloliklo, Azorbaycan Respublikasinin
ohalisindo mukovissidoz irsi xastaliyinin CFTR
genlorinin genetikasinin dyronilmasini garsimiza
moqsad qoymusug.

Material vo metodika. 3 yasli usaqda
mukovissidoz xastaliyindon siibha oldugundan

CFTR  geninin  molekulyar  diaqnostikasi
amplikonlarin sekvenlosdirilmoasinin yeni nasil
metodlarina osaslanmisdir. Amplikonlar

tamamilo genin kodlasdirici vo ekzon-intron
birlosdirici konservativ hissolori ohato edir.

Bizim istifado etdiyimiz metodikada
amplikonun diagnostikasi, ohato olunmayan
minimal (>20) nukleotid ardicilligi klassik
Senger sekvenlogdirmo metodu ilo 100% oaldo
olunur.

CFTR geninin molekulyar diagnostikasi
MLPA (multiplex legation-dependent probe
amplification) MRC-Hollandiya istehsali olan
SALSA MLPA probemix P034-B2/p035-B1
nimunalorinds istifado edilmisdir. Metodun
istifadosilo CFTR geninin daxilindo mdvcud gen
mutasiyalarini testlogdirmok miimkiin olmusdur.

Notica va muzakira. Mukovissidoz diagnozlu 3
yasli oglanda CFTR geninin iki miixtolif
mutasiyast identifikasiya edilmisdir: 1. genin
dordiinct ekzonunun 328-ci voziyyatindos quanin
nukleotidinin sitozinlo ovozi naticosinds ziilalin
110-cu voziyyotindo asparagin amintursusu
histidinlo ovoz edilmisdir (328 G>C, Asp>His),
2. genin sokkizinci ekzonunun  1000-cCi
voziyyetindo sitozin nukleotidinin timinlo ovozi
naticasinda ziilalin 334-cli voziyyatinds arqinin
amintursusu triptofanla ovoz edilmisdir (1000
C>T, 334 Arg>Trp). Beloliklo, xostodo CFTR
geninin iki miixtolif mutasiyasinin kompaund
voziyyoti  identifikasiya  edilmisdir (328
G>C/1000 C>T). Heor iki mutasiya bir
nukleotidin digor nukleotid ilo avozi olmusdur.
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Erkon epileptik ensefalopatiya
xdstaliyinin molekulyar-genetik todqiqi

Z.S. Nasibova, G.0.

Valiyeval

L.S. Huseynova,

AMEA Genetik Resurslar Institutu, Azorbaycan
Tibb Universiteti

Giris. Erkon Epileptik ensefalopatiya
(EE) mixtalif etioligiyali  proqressivloson
xostaliklor grupuna aid olaraq,

elektroforeqrammada neyrokoqnitiv defisiti vo
epileptik aktivliyi gostorir. EE biitiin epilepsiya
diagnozlu usaqlarin 15%-do, 3 yasma qodor
epileptik tutmalar1 olan usaqlarin 40%-do tosadiif
olunur. Genetik testlosmo vacib diagnostik
metoddur. Miiasir genetik diaqgnostika xostsliya
olan genetik meyilliliyi, risk faktorlarina olan
hossaslig1 agkar edir.

Tadqiqatimizin maqsadi, ilk dafo olaraq

erkon EE diaqnozlu azorbaycanli pasientin
muasir molekulyar-genetik metodlarin
istifadosilo  analizini  aparmaq,  xostoliyin

genetikasini dyronmok olmusdur.

Material vo metodika. Epileptik ensefalopatiya
diagnozlu pasient 2019-cu il tovallidli qiz
gohum nigahdan dogulub. Valideynlori omi
usagidir (ikinci doracoli gan qohumlugu). Xosto
ailodo ti¢iincii usaqdir. 17 vo 19 yash iki saglam
qardasi var.

Genetik  analiz  mogsadilo  xosto vo
valideynlorindon venoz gan ii¢ miixtolif DBS
kartina (Dry blood spot) hopdurulmus, genetik
analiz magsadils fluorimetrik metoddan vo maye
xromatoqrafiyadan istifado edilmisdir. Genetik
analizlor polimeraza-zancir reaksiyasina
osaslanmigdir. SPTANI1 genin birbasa
sekvenlogdirilmosi  Senqger tsulu ilo hoyata
kecirilmisdir. Metodun istifadesilo SPTANL1
geninin  daxilinds  modvcud  mutasiyani
testlosdirmok miimkiin olmusdur. Whole Exome
Sequencing metodundan istifado edilmisdir
(CentoXome®). Metod CENTOGENE
laboratoriyasinda (Rostok s., Almaniya) islonib
hazirlanmisdir.

Natico. Azorbaycanli erkon epileptik
ensefalopatiya diagnozlu usaqda SPTANI1
geninin - missens  mutasiyas1t  identifikasiya
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edilmisdir. Mutasiya genin 2908-ci voziyyatindo
quanin nukleotidinin adenine nukleotidi ilo
ovozing sobab olmusdur (SPTAN1 2908G>A).
Mutasiyanin naticasi olaraq biosintez olunan
ziilalin 970-ci vaziyyatindo qlutamin
amintursusu  lizin  amintursusu ilo  ovoz
olunmusdur (Glu970Lys). Centegene vo ACMG
tovsiyyolorino osason mutasiya vaciblik
doracasinag asason 3-cii sinfo aid edilmisdir.
Erkon epileptik  ensefalopatiya diagnozlu
pasientin genetik miiayinosindon oldo edilmis
noticoyo osason Azorbaycan Respublikasinda
oxsar diagnozlu yeniyenmolorin hamisinda
SPTAM1 geninin  skrininginin  aparilmasi
tovsiyya edilir.
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Azarbaycanin 3sas su anbarlarinda
(Mingacevir su anbari) iizvi maddalarin
destruksiyasi

A.H. 9nsarova, G.9. Valiyeva, P.O. Mahmudova,
Q.0. Huseynova !

L ATU “Tibbi biologiya vo genetika” kafedrasi

Isin magsadi. Mingogevir su anbarinda
2015-ci ilda fasiller {izra apardigimiz todqiqatin
naticalarini taqdim etmakdir.

Material vo metodlar. Miisahidslar, su va
lil-grunt niimunslori su anbarinin Azorbaycana
aid olan sahasindo, istigamotindo, 5
stansiya-moantalords aparilmigdir. Sularda vo lil-
gruntda mikroblarin timumi say1, mivafiq olaraq
A.C. Razumovun vs S.N. Vinogradskinin
metodlarina  osason miloyyon  olunmusdur.
Saprofit bakteriyalarin miqdar1 baliq peptonlu

axim

aqar qida miihitino okmoklo toyin olunmusdur.
Fizioloji qrupa vo koli-enterobakter cinsino aid
bakteriyalar V.. Romanenko, S.I
A.Q. Rodinanin metodik
gostaricilorine miivafiq oldo edilmislor.
Naticalor. Mingogevir su anbarinda ilkin
tizvi maddslor fitoplankton torofindon glinog
radiasiyas1 yayilan qatlarda iizvi maddaslorin
destruksiyasi hom biitiin dorinliklordo, ham do
dib ¢Okiintiilorinds, qaranliq soraitdo geco
ginduz davam edir. Biodestruksiya olunan tizvi
maddalarin miqdar1  fitoplankton
torofindon sintez edilon ilkin lizvi maddolordon
2-3 dofo ¢oxdur. 2015- ci ildo su anbarinda 457
min ton maddo destruksiya edilmisdir. Bu da
homin dovrdo Mingagevir Su anbarinda
fitoplankton torofindon sintez olunan ilkin
mohsuldan (30 min ton) 1.5 dofo ¢coxdur. Belo ki,

olan

Kuznetsov  vo

umumi

miiasir dovrdo Mingagevir su anbarinda su ortiili
sohosinin hor kv metrindo 762qr iizvi maddo
mineralizs olunur. Son 30 ilde mineralize olunan
maddolorin  miqdart 144 min ton
Uzvi maddolorin  destruksiyast

izvi
coxalmisdir.
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epizodik olaraq yay faslindo lil — qruntda
ovvollor aparilmig, bizim todqigatlarimizda iso
Mingagevir su anbarinda fasiller {iro maddolorin
destruksiyas1 xiisusi todqiq edilmigdir. Qisda
gostoricilor  yayda oldugundan 1.8 dofa
fitosintezin intensivliyi isa 3-4 dofo azdir.
Destruksiya prosesi yay va payizda eyni olur. Bu
su anbarinda lil- gruntun mineralizo olunan {izvi
maddslorin miqdar1 3 il 6nco hor kvadrat metrs
79 g/c olubsa, indi 162 g/c olub, {izvi maddslorin
timumi miqdar1 107 min ton suda destruksiya
olunan {izvi maddoslorin ¢okisi 144 min ton
coxalmigdir.

Yekun. Ik dofo torofimizdon
hesablanmsdir ki, Mingagevir su anbarinda ildos
414 min ton Uzvi madds yaranirsa su qatlarinda
va dib ¢okiintiilorinds (lil —qrunt gatinda) 555
min ton lizvi madds mineralizo olunur ki, bu da
tizvi madds balansina golir hissasindon 1,4 dofo
v yaxud 155 min ton goxdur.
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Somkir su anbarinda su va lil qruntda
fizioloji grup bakteriyalar

A.H. Onsorova !

'Azorbaycan  Tibb  Universitetinin,  Tibbi

biologiya vo genetika kafedrasi,
Baki, Azorbaycan.

Isin moqgsadi. Somkir su anbarinda
2015-ci ildo  fosillor iizro  apardigimiz
tadgiqatin naticalorini toqdim etmokdir.

Material vo metodlar. Ilk dofo olaraq
Somkir su anbarinda mikrobioloji todqiqatlar
2015-ci ilin q1s, yaz va payizinda, 2015-c1 ilin iso
yay foslinds basa catdirilmisdir. Miisahidalor, su
vo  lil-qrunt  niimunslori  su  anbarinin
Azorbaycana aid olan  sahosindo, axin
istigamatinda, 3 stansiya-montolordo
aparilmisdir. Su niimunolori steril siiso qablarla
Y.1.Sorokinin batometri ilo, lil-qrunt iss kigik
Peterson cihaz1 ilo oldo edilmisdir. Suyun
soffafligin1 toyin etmok ftg¢iin ag rongli Sekki
16vhasindan istifado olunmusdur. Sularda vo lil-
gruntda mikroblarin timumi say1, mivafiq olaraq
A.C.Razumovun vo  S.N.Vinogradskinin
metodlarina  osason miloyyon  olunmusdur.
Saprofit bakteriyalarin miqdar1 baliq peptonlu
aqar qida miihitino okmoklo toyin olunmusdur.
Spor omolo gotiron saprofit bakteriyalar termiki
(80°C) iisula osason, fizioloji qrupa va koli-
enterobakter cinsino aid olan bakteriyalar
V.1.Romanenko, S.I.Kuznetsov Vo
A.Q.Rodinanin metodik gostaricilorina miivafiq
oldo edilmislor. Mikrobioloji okmao-analizlar,
nimunolor  gotiiriilondon 1,5-2 saatdan gec
olmamagq sortilo aparilmisdir.

Naticalar. Somkir su ambari indiya qador
holo do sabitlosmomisdir. Burada fauna — flora,
gaz — duz rejimlori, fiziki kimyavi xassalori Kiir
cayr ilo  gotirilon killi miqgdarda alloxton
maddolorin sayasindo koskin sigrayislarla davam
edir. Mohz Somkir su anbarinda olan {izvi
maddolorin  tam  kiitlosini eliminasiya don
saprofit bakteriyalardir. Onlarin hoaqiqi obligat
heterotrofik qabiliyyati sayasinds iizvi mohsullar
metabolitlor yaranir vo beloliklo miihitdo mikrob
assosiyas1 formalasir vo mineralizasiya prosesi
genislonir, trofik olagolor yaxsilagir.2015 — ci
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ildo fosillor iizro apardigimiz todqiqatlarla
miioyyon  etmisik ki, Somkir su anbarinda
saprofit bakteriyalarin say1 saholor iizro eyni
deyildir. Tedgiqatlarimizin naticalorine asason
miioyyon edilmisdir ki, biitiin il orzinds 1,2 vo 3—
cu stansiyalara aid akvatoriyada saprofit
bakteriyalarin say1 digarlorindon 2 dofs goxdur.
Bununla bir daha daha siibut olunur ki, Semkir
su anbarinda mikrobiotanin inkisafinda Kiir ¢cay1
vasitosi ilo gotirilon alloxton iizvi maddolorin
rolu boyiikdiir, homginin saprofit bakteriyalarin
spor amolo gotiron formalara nisboti do Somkir
su anbarinda olan iizvi maddslorin asan
monimsanilon keyfiyystdo vo ziilallarla zongin
olmasini siibut edir. Belo ki, qis foslindo spor
omoloo gotiron formalar coomi 14% togkil edir ki,
bu da yiiksok gostorici sayilmir. Saprofit
bakteriyalarin spor amols gotiron formalarinin az
olmasi bir torofdon su anbarlarindan {izvi
maddolorin  asan monimsonilon  xarakterini
gostorirso digor torafdon iizvi maddslor tam-sona
godor mineralizo edilmosini siibut edir. Bu da o
demokdir ki,su anbarlarinin lil-qruntuna ¢6kon
Uzvi madds qaliglar1 asan monimsanilon
komponentlar sayila bilor.Mshz bu sababdon do
Somkir su anbarindaki lil-gqruntdaki mikrobioloji
proseslor digor su anbarindan forqlonir.

Yekun. Somkir su anbarinda hom
suda(aerob) , hom do lil-qruntda (anaerob)
selliloza parcalayan gruplar bakteriyalar birgo
Oyronilmigdir. 2015 — ci ildo aparilan islorin
noticolorino  goéro  Somkir su  anbarinda
selulozapargalayan bakteriyalar on ¢ox yay vo
payiz fosillorinde yayilmiglar. Sularda aerob
seluloza parcalayan  bakteriyalarin  miqdar
anaeroblarla miiqayisads 2 dofo ¢oxdur. Malum
olmusdur ki, aerob  sellulozaparcalayan
bakteriyalarin say1 yay faslindo ¢ox olur.(aerob
bakteriyalarin  illik miqdart 6,4 min\ml,
aanaeroblarin illik miqdar1 1,75 min\ml olur)
Samkir su anbarinda sularda mikromisetlordon —
asperqillus, penisilium, Fusarium, Alternaria
cinslorino aid olan taksonlarin suda yayilmasi
mioyyon edilmisdir. Malum olmusdur ki, il boyu
obligat mikromisetlorin miqdar1  10-100 ml
arasinda doyisir vo ¢ay mongoli saholordo
bulaniq sularda oldo edilir. Fosillor iizro qis
aylarinda aerob vo anaerob selliiloza parcalayan
bakteriyalarin  sayi, yaz, Yyay, payiz
aylarindakindan 8-10 dofo azdir. Sorbost
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aztmonimsoyon anaerob closetridium
pasterianum Somkir su anbarinda suyun dib
gatlarinda biitiin saholordo vo biitiin fasillords
geyd edilir.

Birlasdirici toxumanin diffuz xastaliyi
olan usaglarda autoimmun iltihabi
prosesin anemik sindrom inkisafina

tasiri

S.M. Cofaroval

1 MediClub Hospital

Mbaqsad: Todqiqat isi BTDX olan usaqlarda
autoimmun iltihabi prosesin domir mibadilasi,
anemik sindromun inkisafi vo anemik sindromun
aradan qaldirilmasim1  dyronmok maogsadi ila
aparilmigdir.

Metod: Tadgigata colb edilmis xostolor ATU-
nun Todris Terapevtik Klinikasinin III Pediatriya
sObosindo miialico alan wusaqlar arasindan
secilmisdir.

Muiayinoyo 32 nofor 3-18 yasgh birlosdirici
toxumanin diffuz xastoliyi olan xasto usaq coalb
edilmisdir. Bu usaqlarin hor birinds ganin
timumi analizi, ganda domir, ferritin, transferrin,
transferrinin doyma soviyyasi, fol tursusu, B12
vitamini, CRP, RF, ASO, eritropoetin, diz-
Kumbs reaksiyasi, ANA, anti-dsDNT, anti-
ssDNT  yoxlanilmisdir.  Alinmis  noticolor
variasiya (U-Uilkokson) vo diskriminant (** —
Pirson) analiz tsullar1 ilo Microsoft Office
Excel-2010 ve SPSS-20 statistik paketlorindo
islonilmisdir.

Tadgiqatin  noticalori. Aparilmis  todqgiqat
noticosindo miiayinoys colb edilmis 32 usaqdan
20  (62,5%) noforindo anemik  sindrom
askarlanmigdir ki, bu usaqlarin 17 nofori qiz
(85%), 3 mnofori oglan (15%) olmusdur.
Qruplarda gender gostaricilorinds randomizasiya
prinsiplorina amal olunmusdur.

Tadqiqat naticasinda anemiyanin
laborator gostoricilori vo osas xostoliyin klinik-
laborator foalliq gostaricilori arasinda
korrelyasion ~ olagonin  olmasi  miioyyan
edilmisdir. Autoimmun markerlodon anti ssSDNT
ilo Hb arasinda r= -0,22, p<0,05 diiriist oks
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qarsiliglt olago, CRP vo ANA arasinda miisbot
qarsilighh  korrelyasion slagenin (r=+0,55;
p<0.01) oldugu askar edilmisdir. Hom¢inin CRP
ilo  hemoqlobin gostericilori arasinda diirtist
korrelyasiya  olagoesinin  oldugu  miisahido
edilmisdir. CRP ile Hb arasinda mialicodon
ovval r= - 0.22 ve mualicodon sonra r= - 0.27
(p<0.05) diirtist oks garsiligli alags, CRP ilo
ferritin arasinda miialicadon avval — r = +0.29 (p
<00.5) ve miualicodon sonra r +0.33
(p<0.01) diirtist miisbat qarsiliglt olags oldugu
askar edilmisdir.

Osas xostoliyin bazis terapiyasindan
sonra anemik sindromlu xastolordo Hb-nin
saviyyasi 14,2% (p<0,001) yiiksalmis, zordabda
domir 51% (p<0,001) artmais, ferritinin soviyyasi

20,4% (p<0,05) azalmis, TFD%-i 21,1%
(p<0,001) yiiksalmisdir.
BTDX zamani xronik autoimmun iltihabi

prosesin anemik sindromun inkisafina tokan
verarok, osas xostoliyin gedisi vo prognozunun
pislogmasing sobab oldugu dyronilmisdir.
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Qalxanabonzar vazi qurulusunun
patogenetik qiymoatlondirilmasi

S.M. Riistomova, t.0.f.d, dosent; Z.R. Seyidova,
t.0.f.d, dosent.

1 ATU, Insan anatomiyasi va tibbi terminologiya
kafedrasi

Isin magsadi: Badondo daxili tarazliq vo
0ziinli tonzimlomo mexanizmi oldugca miirokkob
sistemdir. Belo ki, organizm bir voziyyatdon
digorino kego bilir, xarici vo daxili miihitin daim
doyison soraitino reaksiya vermoklo onlara

uygunlasmaga ¢alisir.Todgigat isinin  9sas
mogsadi  miloyyon  tosiro  moruz  qalmis
orqanizmlarda daxili tarazliq Vo

Oziiniitonzimlome mexanizmlorinin faaliyyatini
miioyyon etmokdon ibarotdir.

Material vo metodlar: Bu mogsadlo 25
ag sicovul iizarinde tocriiba  aparmisiq.
Preparatlarin ~ histoloji ~ miiayinesi  Ugln
hematoksilin-eozinlo  boyama  metodundan
istifada etmisik.

Naticalar.Eksperimentdo horaki
foaliyystin  mohdudlagmasi ilo stresso moruz
galmis sicovullarin  parenximasimin tadqiqi
miioyyan doyisikliklorin bas vermasi ilo 0ziinii
gostormis oldu. Belo ki, 28-30 giin orzindos stress
faktoruna moruz qaldiqdan sonra sigovullarin
galxanabanzor vazisinin parenximasinda orta vo
kigik diametrli follikullarin vahid tonzimlonmasi
miisahido olunur. Boslugu kolloidlo dolu olan
boylik diametrli  follikullar iso  konarda
yerlosmosi ilo secilir. Stresso moruz qalan
heyvanlarin follikullarinda hamginin epitelin
deskvamasiya olamotlori miisahido olunur.
Bundan olave, sekretor aktivliyi yiiksok olan
yetkin epitel hiiceyralorinin hindrluyunin
ovvalki giinlora nisbaton az olmast qeyd edilir.

Bu dovrdo qgan damarlarinda bas veron
dayisikliklor arteriolalarin diametrinin
genislonmosi ilo forglonir. Perifollikulyar qan
damarlarinin daralmasi, limfasirkulyator

sobokonin geniglonmaosi nozors garpir. Bu dovrdo
interstisial  6dem,  hiiceyro  bazofillarinin
pozulmasi vo onlarin sayinin artmasi olamaotlori
do goriiniir. Qeyd edilon dévrdon sonra epiteldo
artan degenerativ proseslor epitel bosluguna
ke¢ir. Eyni zamanda, qalxanabonzor vazinin
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funksional faaliyyotindo yavasima vo qan
kapillyarlarinin diametrlarinds ki¢ilmo miisahido
olunur ki, bu da gan aximi siirotinin tamamilo
azalmasi ilo naticolonmis olur.

Yekun. Aragdirmalarimizla oksigen qobulu vo
gida maddolorinin lazimi soviyyado organ vo
toxumalara daxil olmamasi, eyni zamanda haraki
foalligin azalmast sobabindon labiid
doyisikliklorin meydana ¢ixmasi vo artmasi
Oziinii  gostorir. Bununla yanasi, toxumalarin
miivafiq toksinlordon azad edilmomaosi, naticado
biitiin organizm zorar ¢okmasing sabab ola bilor.
Bu iso o demokdir ki, horokot hoyatdir. ©Ogor
horokot yoxdursa, demok saglamligdan tam
monada sohbat geds bilmaz.
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Son mutasiya hadisasindo DNT
molekulunun ilkin zodalonmalor
moarhalasinds sumax meyvasindon
alinmis ekstraktin mutagen sleyhina
tasiri mexanizminin xiisusiyyotlori

M. Quliyev!

! Histologiya, Embriologiya vo Sitologiya
kafedrasi, ATU

Son mutasiya hadisesindo DNT molekulunun
ilkin  zodolonmoalor  morholosinde  sumax
meyvasindon alimmis ekstraktin 0,01 mkg/ml
apiriori muoyyon olunmus dozasinin mutagen
oleyhino tosir mexanizminin xisusiyyatlori
E.coli hiiceyrasinin K-12 vahsi tip (AB 1157) va
onun téromolori olan AB 1885 (uvrB), JC 5519
(recBC), JC 9238 (recF) vo JC 7689 (sbc B)
stamlarinda yerino yetirilib.Tocriibolordo DNT
molekulunda omolo gotirdiklori ilkin zodolonmo
tiplorinin ~ spektrina  gora forqlonoan model
mutagenlor UB, 4 nitroxinolin-1 - oksid (4NXO)
vo mitomisin C istifado olunub.Biitiin bunlar
belo bir fikir yaradirki, sumax meyvasindon
almmis ekstraktla mutagenezin vo hiiceyra
olumindn  modifikasiyasinin ~ osas  amili
reperasiya fermentlorinin voziyyatidir, hansl ki,
deffekt voziyyotdo olaraq uvr B, rec BC vo recF
stammlarinda olan genlorla
kodlasirlar.Yoxlanilan ekstraktin istirak etdiyi
tocriibolorin -~ sxemindo  istifado  olunan
reparasiyalt genoma goro deffekli hiiceyro xatlori
vohsi tip hiiceyralora nisboton mutagenloro daha
hossasdir.Vohsi tip hiiceyroloro nisboton E.coli
uvr B stamina tosir edon amillora qarsi
hassasligin yiiksolmasi bu siranin hiceyrslrinds
uvr A vo uvr B genlorinin mohsulu olan uvr AB-
don asilt olmayan endonukleazanin olmamasi ilo
baghdir (Howard-Flanders, Boyce, 1996).E.coli
rec BC vo rec F stamlarinin yiiksolmis vo
toxminon eyni hassasligl birinci halda rec BC-
don asili ekzonukleazanin (ekzonukleaza V)
aktivliyinin (Witkin,1974), ikinci halda iso rec F
genindoki  deffekt  qismon  posreplikativ
reparasiya prosesinin zoiflodilmosi ilo baglhdir
(Ganesan, Seawell,1975). Oz novbesinda vohsi

tipo  nisboton  yiikksolmis sbc B sirasi
hiiceyralorinin ~ hossaslhigt  ekzonukleaza I
aktivliyinin  inaktivlogsmosi ilo  baghdir
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(TapacoB.1982). Mutagenlorin tosiri soraitindo
tocriibolorin  sxemino sumax ekstrakti olavo
edilonda asagidaki  noticolor  alinmisdi.
Zadoloyici amili UB vo 4NXO ilo tocriibalor
aparilanda vohsi tip hiiceyralor, homginin rec
BC vo sbc B mutantlarinda mutagenezin
effektliyinin azaldilmasi geyd edilib. Bu zaman
uvr B vo rec F xotti hiiceyralorindo sumax
ekstraktt ilo genomun miihafizo olunmasi
praktiki olaraq miisahide olunmur. Mitomisin C
ilo slini mutasiya yaradilan tocriibalorin elo
homin hissasinds yoxlanilan ekstraktin miisbot
effekti vohsi tip hiiceyrosindo vo sbc B
mutantinda miisahidos edilir, ancaq uvr B-, vo rec
BC- vo rec F- genotipino malik hiiceyralords iso
pozitiv effekti gortinmayib.
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Molecular-genetic study of gene
mutations in patients with hereditary
muscular dystrophy

PhD S.A. Aghayeva !
1 Genetic Resources Institute of ANAS

Key words: dystrophin gene, mutation,
Duchenne muscle dystrophy, exon, myopathy

Analysis of dystrophin gene by means of
complex of molecular-genetic methods for two
families with Duchenne muscle dystrophy, who
represented different ethnic groups, living in
different areas of Azerbaijan Republic. Two
differing mutations were identified: deletion of
large region, embracing 13 exons (from 8" to
20" exons) in one patient and deletion of 45"
exon in the second one. Taking into account the
reproductive age of parents, fetus prenatal

diagnostics is recommended during the
following pregnancies.
Introduction. Duchenne muscle

dystrophy inherited disease was for the firsttime
described in 1830 by anatomist-surgeion Charles
Bella. The frequencies are shown as around 1 :
3500-4000 of newborn boy kids (1,3).
Dystrophine gene is the longest gene in
human 2.6 million nucleotide base pairs.
Dystrophin gene consists of 79 exons and 78
introns (DMD,OMIiM:300377). The lengthof
synthesized dystrophin protein is 147 kDa.
Around 60% of all mutations in dystrophin gene
is responsible for manor and major deletions in
exons, and 30% - point mutations. 10% is
appareing as duplications and translocations.
98% of all mutations are responsible for first 27
exons, which are called hot part of a gene.
Dystrophin gene is located in X sex chromosome
(locus Xp21.2) with recessive inherited type
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(2,4,5,6).

The goal of our researches is molecular-
genetic study of dystrophin gene for two families
who represent different ethnic groups, living in
Azerbaijan.

Materials and methods. Material was
collected during field activities in two regions of
Azerbaijan Republic: Astara and Balakan. These
two regions are located in 400 km distance.
Astara region is located in south-east in the shore
of the Caspian Sea. Population is ethnic talyshes.
Balakan region is located in the north-west of the
Republic in piedmont of Greater Caucasus.

In each of regions one family was
identified with inherited disease — Duchenne
muscle dystrophy.

Duchenne Miopathy Disease Gene(s)
were analyzed by means amplicon based new
generation method of sequencing. Amplicons are
embracing fully the coding region and high
conserve splicing exon-intron places. The
minimal coverage was >20x for each of
amplicons. Missing regions or low quality
regions are complimented with classical
sequencing by Sanger to achieve 100%
coverage. Relevant variants modified by NGS,
continuously and individually are evaluated on
place for the quality aspects; and those variants
which are corresponding with quality standards
(based on extensive evaluation processes) are not
evaluated by Sanger method.

Results. In Astara region in Aghayevs
family, who are ethnic talyshes, on the basis of
clinical manifestations three brothers became
suspicious for Duchenne muscle dystrophy. For
all three brothers and their mother biochemical
analysis of creatinekinase in blood serum was
done.

Molecular genetic analysis of dystrophin gene
was carried out by MLPA method. Results are
presented in Figure 1.
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Resultfile:  MLPA 2778h F02 1 (62599326 P034-B2 P034-B2 06/20/2019 08:24:49 total peak area: 1000200
Control: MLPA 2778h E04 1_(62248360_P034-B2 P034-B2 06/20/2019 08:24:49 compl. TV SFO [06/20/2019 08:28:08]
Control: MLPA 2778h D04 1 (62234164 P034-B P034-B2 06/20/2019 08:24:49 compl. TV SFO [06/20/2019 08:27:02]
Control: MLPA 2778h C04 1 (62224508 P034-BZ P034-B2 06/20/2019 08:24:49 compl. TV SFO [06/20/2019 08:26:38]

data correction:

on

DNA dosage: ok
total peak area: ok
max peak area: ok
max peak height: ok

Analysis Mode: Gene vs ctrl

Figure 1. Results of MLPA analysis of patient A. R

Deletion of 45 exon out of 78 existing in
dystrophin gene exons was identified in patient
A.R. with Duchenne muscle dystrophy. Genetic
analysis results for N.A. index patient are

Analysis Mode: Gene vs ctrl

1.50
1.25
1.00
0.75
0.50
0.25
0.00

41
407
445
481

Figure 2. Results of genetic analysis for N.A.
index patient.

NL.A. index patient being different from A.R.
index patient (deletion of 45" exon) has got
deletion of 13 exons in size covering region from
8" to 20" exons.

Dystrophin gene was studied for two
patients with Duchenne muscle dystrophy
disease, who live in different regions of
Azerbaijan Republic.

Thus, two different mutations: deletion of 13
exons in one patient and deletion of the exon 45
in another one were identified when studying
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presented in Figure 2.

310
342
413
453
490

381

dystrophin gene in two index patients with
Duchenne muscle disease from different ethnic
group from Azerbaijan

Taking into account the reproductive age of
parents, fetus prenatal diagnostics is
recommended during the following pregnancies.
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Summary

Molecular genetic study of gene mutations in
patients with hereditary muscular dystrophy

PhD. S.A. Aghayeva

Genetic Resources Institute of ANAS
Key words: dystrophin gene, mutation,
Duchenne muscle dystrophy, myopathy

Two different mutations: deletion of 13 exons
(from 8th to 20th exons) in one index patient and
deletion of 45th exon in the second one were
identified by molecular genetical analysis for
patients with Duchenne muscle dystrophy
diagnosis from different ethnic groups, residing
in Azerbaijan. Taking into account reproductive
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age of parents, the prenatal diagnosis of fetus is
recommended for the following pregnancies.
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Rett sindromunun diagnostikasinda
MECP2 gen mutasiyalarinin
molekulyar genetik metodla
arasdirilmasinin ahamiyyati

N.Y. Qarayeva !
LAzarbaycan Tibb Universiteti

Rett sindromu agir vo proqressiv nevroloji
xoastalik olub asason qiz usaqlarinda rast golinir.
Rett sindromu zamani 6-18 aya kimi normal
inkisaf miisahido edilir, sonraki yaslarda iso
beyin inkisafinda gerilomo, {insiyyot bacariginin

zoiflomosi,  stereotipik ol  horokotlorinin
yaranmasi, tonaffiisdo g¢otinlik vo s. kimi
olamotlor Oziinii  gostorir [1]. Metil-CpG

baglanan protein 2-nin (methyl-CpG binding
protein 2-MECP2) de novo mutasiyalar1 klassik
Rett sindromunun on baslica sabobidir [2]. Bu
genin mutasiyalarinin vo ya ekspressiyasindaki
doyisikliklorin autism spectrum pozuntusu Kimi
digor sinir sistemi Xostoliklorindo do rol
oynamast MECP2-nin beynin inkisaf vo
funksiyasina tosirinin molekulyar
mexanizmlorinin = §yronilmosinin  ohomiyyatini
gostarir.

Isin magsadi: Klinik tozahiir edon simptomlara
osason Rett sindromu siibhasi olan 4 yash qiz

usaginda MECP2 gen mutasiyalariin
molekulyar genetik analizlo  arasdirilmasi
olmusdur.

Material vo metodlar: Xostonin periferik qan
materialindan genomik DNT ekstraksiyasi
aparilmigdir. MECP2  geninin  ekzonlarina
miivafiq oligonukleotid primerlordon istifado
edorok polimeraza zoncir reaksiyasi (PCR)
aparilmigdir. Alinmig PCR mohsullarinda Sanger
sequencing tsulu ilo nukleotid ardicilliglar
oxunmus \6) nukleotid  yerdoyismalori
miioyyanlosdirilmisdir.

Notica: Xostodo IVS2+27delTHet, ¢.455C>GHet
(p.Pro152ArgHet), c750C>THet (p.Arg250Arg),
3’UTR+905C>THet, 3’UTR+1276A>GHom
doyisikliklori agkar olunmusdur.

Yekun: Xostodo askar olunmus c.455C>GHet
mutasiyasi sintez olunan proteinin qurulugsunda
152-ci yerds prolin amin tursusunun arginin
amin tursusu ilo ovoz olunmasma sobob
olmusdur. Bu mutasiya patogen tosiro malikdir
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va Rett sindromunun yaranmasina sobab olur [3].
De novo, yoni cinsi hiiceyralordo yaranan
mutasiyadir. Bu mutasiyanin  agkarlanmasi
MECP2 geninin molekulyar genetik analizinin
Rett sindromunun diagnostikasinda 6namli rola
malik oldugunu gostarir.

Iddabiyyat:

1. Ehinger, Y., Matagne, V., Villard, L., &
Roux, J. C. (2018). Rett syndrome from bench to
bedside: recent advances. F1000Research, 7, 398.
https://doi.org/10.12688/f1000research.14056.1

2. Amir, R. E., Van den Veyver, I. B., Wan, M.,
Tran, C. Q., Francke, U., & Zoghbi, H. Y. (1999).
Rett syndrome is caused by mutations in X-linked
MECP2, encoding methyl-CpG-binding protein
2. Nature genetics, 23(2), 185-188.
https://www.ncbi.nlm.nih.gov/clinvar/33478153/#cli
nical-assertions
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dayHa MUKCOCIIOPUIMH KapNOBBIX
(Cyprinidae) B Bogoemax
A3sepoOaiiakana

P.K. Kapumosa !

1A3ep6a17m>1<aHCKI/II7I MeaunmHCcKun
YHuBepcurer, Kadenpa MemuuuHckui
brnonornu n I'eHeTnkn

D10 camoe Ooraroe BHOAMHA CEMEWMCTBO
NPEeCHOBOAHBIX pbIO EBpasun. B Bomoemax
A3zepbaiikana OHO IIPEACTABIIEHO

3HAUUTEJIbHBIM YHUCJIOM BHUJOB U TOJBUJIOB,
Cpeau KOTOPBIX TOJIaBJIM, KPACHONEPKA, JUHb,
MOAYCThI, TECKapH, TEPCKUM M KypUHCKUH
ycadyu, MypIia, XpaMyJH, YKJICHKH, OBICTpsHKA,
rycrepa, Tropyak M Kapacb - THUIHYHO
MIPECHOBOJIHBIE PBIOBI, a BOOJa, JKEepex, ycauu
YaHApU W KaCTIUUCKHIA, [IIeMaHu, Jiell, Oenoriaska
W ca3aH MOTyT OBITh KaK TMPECHOBOJIHBIMHU
TYBOAHBIMM, TaK W  MPOXOJHBIMU  WJIU
MTOJTYTIPOXOTHBIMH, KyTyM xKe BENET
UCKITIOYUTENFHO MPOXOIHON 00pa3 xku3Hu. Bce
KaproBble pBIOBI A3zepOaiipkaHa B TOM WJIH
MHOW Mepe MHUTAIOTCS JIOHHBIMU OpraHu3MaMu,
OJIHAKO B TIUTAaHUM IKEpPeXa BaAXHOE MECTO
3aHUMaeT phIda, YKJIEeeK, IemMail U Kapaced -
KOMITOHEHTHI 300TUTAHKTOHA, XpaMyJib - JICTPUT,
a royaBJIsl, rOpYaka v ca3aHa - paCTCHHUS.

Cpenn  pa3nu4HBIX  CEMEWTB  PBHIO,
oburaromux B BojoeMax  AsepOaiimkaHa
KapmoBble UMEIOT Haubonee Ooratyio ¢ayHy
MUKCOCTIOPUAMI. Y HUX OTMEUEHBI cienymue 51
BH/JI MTAPA3UTOB ATON TAKCOHOMHUYECKON TPYIIIIbI:

Myxidium macrocapsulare, M.pfeifferi,
M.rhodei, Zschokkella nova, Chloromyxum
cristatum, Ch.fluviatyle, Ch.legerti,
Ch.varicorhini, Myxobilatus varicorhini,

Myxosoma branchiale, M.circulus, M.dujardini,
Myxobolus alburni, M.alievi, M.azerbaidzanicus,

M.bliccae, M.bramae, M.carassii,
M.chondrostomi,  M.cycloides,  M.cyprini,
M.cyrinicola, M.dispar, M.diversicapsularis,

M.dogieli, M.donecae, M.ellipsoides, M.exiguus,

M.gigas, M.infundibultus, M.lenkorani,
M.lobatus, = M.macrocapsularis,  M.minutus,
M.muelleri,  M.muelleriformis, M.musajevi,
M.musculi, M.nemachili, M.obesus,
M.oviformis, M.parvus, M.pseudodispar,

M.rachmani, M.rotundatus, M.rotundus, M.rutili,
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M.saidovi, M.schuimani, Henneguya
chaibulaevi, Th.pyriformis. CpaBHutenbHOE
OorarctBo (ayHbl MHUKCOCHOPUAMI KapHOBBIX,
XOTS M CBSI3aHO € MX OOJIBIIMM BUJIOBBIM
pa3HooOpa3reM B HallleM PErHoHe, HO B MEPBYIO
ouepesb SBISAETCS Ppe3yiabTaTOM TOrO, 4YTO B
MPECHBIX BOJAX pbIObl JAHHOTO CeMeHCTBa
BOOOIIIC OBIBAIOT 3apa’keHbI MHOXKECTBOM BHJIOB
mukcocnopuauii.  IlonTBepxknenuem  3Toro
CIY’)KUT W CpaBHHUTEIbHO Ooraras ¢ayHa
MUKCOCHOPUAUNA OTAENbHBIX BHJIOB KapIIOBBIX.
Tak, B HamMX BoJOEMax y  BOOJIbI
3apeructpupoBanHo 20, cazana - 15, nema u
peiOubl - mo 14, kxypuHckoW meman - 12,
apakCMHCKOW xpamyiau - 10, KypHHCKOU
XpaMyJid, KypUHCKOIr0 ycaya, ycada-yaHapH - 110
9, kyrtyma - &, JICHKOPAaHCKOM XpamyJu,
3aKaBKAa3CKOM yKIeWku, Oenoriasku - 1o 7,
JICHKOPAHCKOM 1emMau - 6, KpacCHOMEpPKH, JIUHA,
KaCIHICKOro ycaua, TycTepsl - mo 5, rudpuua

BOOJIBI M KYTyMa, TEpPCKOro  IOJycCTa,
KypHUHCKOIO  TIOQycTa,  TEpPCKOro  ycaua,
NEpeHEKAaBKa3CKOM  ykieikn - mno 4,
KaBKa3CKOI'O TOJIOBJS, KYPHUHCKOM YKIEHKH,
OBICTPSHKH, CEepeOpsIHHOro Kapacsa - 1Mo 3,

JUIMHHOYCOTO Teckaps - 2, xepexa - | BHZI
MHUKCOCTIOpUANI. MHUKCOCTIOpUINY HE HAWNJIECHBI
TOJIBKO Yy HOYPCKOTO TOJaBis, KYPHHCKOIO
neckapsi ¥ ropyaka. IIpu 3ToM Hago 3aMETHTH,
410 TpoTodayHa ITHUX pPBIO BOOOIIE H3yueHA
OueHb c1a00.

B cBa3um ¢ Tem, 4YrO mMOJABISIOIIEE
OOJBIIMHCTBO KaproBbIX - OeHTo(daru, B HUX
napaszutodayHe nepeoOiagatoT BUIBI C OBICTPO
OITyCKAIOMUMUCS  CIIOPAMH, YHCIO KOTOPBIX

paBHsETCS 28. Bunos c MEJUIEHHO
OITYCKaIOIUMUCS CIIOpaMu cpenu
MHUKCOCIIOPUANM KapIOBbIX BCETO §, a HA JI0JIbIO
K€ TpyNIbl, 3aHUMAIOIIEH IO CKOPOCTH

MOTPYKEHUS CIIOpP IIPOMEKYTOYHOE IOJIOKEHUE
NpuxoauTcs 15 BUIIOB.
Takum o0Opa3oM, cpeau pa3IMYHBIX CEMEUCTB

pei0  daynsl  A3sepOaifjpkaHa  KaprioBbIe
3apa)KeHI>I HaI/IGOHLH_II/IM YHUCJIOM BHUJIOB
MHUKCOCTIOpUAuiA. Y HHX oTMeueH 51 Bun

Mapa3suToOB ATOM TAaKCOCHOMHYEKOW TPYIIIIBL.
OcronbHBIE CEMEWCTBa pPhI0O HMMEIOT B CBOCH
napasutodayHe ropaszao Mebllee YHCIO BHIIOB
MHKCOCTIOPUIUH.
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Fabri xastaliyi diagnozu goyulan
xastalarda Alfa-Qalaktozidaza geninin
dhomiyyati

Z.1. Mehdiyeva, E.K. Quliyeval

'Azorbaycan Milli Elmlor Akademiyasinin
Genetik Ehtiyatlar Institutu, AZ1106, Azadliq pr.
155 Baki, Azorbaycan

Lizosomal enzimlori kodlayan genlordoki
yaranan mutasiya noticesinde enzim proteinlori
vo ya olagali kofaktorlarda pozulmalara bagl
lizosomal enzim c¢atigsmaligina sabob olur. Bunun

noticosindo  yaranan  xostoliklor  lizosomal
miubadilo  xostoliklori  adlanir.  Lizosomal
miubadilo  xostoliklorindon biri  do  Fabri

xastoliyidir. Fabri xastaliyi rast golinma tezliyino
gora Qose lizosom miibadils xastaliyindon sonra
biitlin populyasiyalarda ikinci sirada yer alir.
Yenidogulmuslarda xostolik iiclin  bu tezlik
osason 1:4000-1:120000 nisbotma miisahido
edilir. Fabri xostoliyi X kromosomuna baglh
Otliriilon nadir bir qlikosfinqolipid depo
xostoliyidir. a-galoksidaza enzimin catigmazligi
noticosindo boyrok, sinir, lirok vo dori kimi bir
cox forqli toxumalarda qlobotriozilzseramitin
toplanmasi ilo noticolonon sistem xostoliyidir.
Osason X xromosomunun uzun dolunun 22-Ci
seqmentindoki (Xqg22.1) a-galoktosidaza-A (o-
gal-A) geninin mutasiyasi naticosindo yaranir.
Fabri xostoliyi olan xostolordo a-gal-A geni ya

tamamilo islomir vo yaxud da tamamilo
funksiyasini itirir. Bunun noticosindo iso Gb3
parcalanmir ~ vo  hiiceyrolorin  daxilindo

toplanmaga baslayir. GLA geni a-galaktozidaza
fermentini kodlagdirir vo genin 640-dan artiq

mutasiyasi identifikasiya edilmisdir.
Mutasiyalarin  70%-1 missens vo ya nonsens
mutasiyalar qrupuna aiddir. Mutasiyalarin

oksoriyyati ailovi xarakter dastyir.
Kisilordo rast golinon xastoliyin klassik formasi

a-galaktozidaza enzim aktivliyi vo adoton
usaqliq vo yetkinlik dovrlorinds baslayan
epileptik  tutmalar,  epizodik-araliq  agn
krizlorinin olmasi, dorido vaskulyar
zadolonmolor-angiokeratomalar, subepitelial
gohvayi zolaglar-kornea verticillata, kornea
soffafligi, hipohidroz vo proteinuriya ilo

xarakterizo edilir. Miialico edilmoyon xastolordo
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sonraki illordo boyrok ¢atismazligi, sol modocik
hipertrofiyasi vo obstruktiv serebral kimi hallara
bagl olaraq daha erkon yaslarda o6liim hallar
miisahids edilir. Bu voziyyat Fabri nefropatiyasi
adlandirihir ki, bu da proteinuriya, azalmis
boyrok funksiyasi, bdyrok kistalari, xroniki
boyrok catismazligini 6ziindos birlosdirir.

GLA genindo bag veron mutasiyalarin
vaxtinda vo dilizgiin askar edilmosi xostolik
olamotlorini daha erkon askar edilmasi va eloca
do erkon morholodo miialicoys baslamagla tirok
qusurlarinin vo bdyrok ¢atismazliginin qarsisini
almaq miimkiin hala golo bilor.
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Insan faaliyyoti noticasindo
suriinanlarin siimiik va 9z3ld
toxumasinda yiiksok toksiki tasirli
mikroelementlorin toplanmasi

A.R. Hasimova !

! Azorbaycan Tibb Universiteti, Tibbi biologiya
vo genetika kafedrasi

Isin moagqsadi. Son illor Abseron
yarimadasi texnogen vo antropogen faktorlarla
daha ¢ox cirklonmoys moruz qalib vo bu
prossesds insan amili vo onun faaliyysti mithiim
rol oynayir. Tadqiqat isinin mogsadi yarimada
liclin saciyyavi olan 3 ndv siiriinonin siimiik vo
ozals toxumasinda giiclii toksiki tosira malik olan
mikroelementlorin miqdari analizinin
aparilmasidir.

Material vo metodlar. Todgiqat obyekti
kimi Siiriinonlor sinfinin (Reptilia) niimayondasi
olan Araligdonizi tisbagasi (Testudo graeca
L.1758), Xozor nazikbarmaq gekkonu (C.caspius
E. 1831), Su ilanm1 (Natrix tessellata Laurenti,
1768) secilmisdir. Material toplamaq {iciin
marsrut tisulundan istifado olunmusdur. Se¢ilmis
fon reptili novlorinin  ozdlo  vo  siimiik
toxumasinda toksiki tosiro malik olan
mikroelementlordon nikel Ni, mis Cu, qurgusun
Pb, kadmium Cd vo sinkin Zn miqdari
Oyronilmisdir. Toplanmis materialin ~ miqdari
analizi Atom Absorbsiya Spektroskopiya metodu
ilo hoyata kecirilmisdir.

Naticalor. Noticolor gostorir ki, mis
mikroelementi Xozor nazikbarmaq gekkonunun
stimiilk vo ozolo toxumasinda 9,426 mq/ Kq,
Araliqdenizi tisbagalarinda 4.364 mq/kq , Su
ilaninda 1,322 mq/kq miloyyon
olunmusdur.Oyranilon siiriinonlorin  siimiik vo
ozolo toxumasinda nikelin miqdarn1  Xozor
nazukbarmaq gekkonunda -2,499 mkag/kg, su
ilaninda 1,392 mkq/kq, Araligdonizi
tisbagalarinda 1,122 mkq/kq olmusdur. Todqiqat
obyektimiz olan siiriinonlor arasinda qurgusun
mikroelementi Xozor nazik barmaq gekkonunun
stimiik vo azolo toxumasinda 5,060 mqg/kq, Su
ilaninda 0,564, Araliqdonizi tisbagasinda 0,547

mq/kq haddindadir. Todqgigat  apardigimiz
siiriinonlorin ~ stimiik vo ozolo toxumasinda
kadmiumun miqdart  Xozor  nazikbarmaq
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gekkonunda 0,103 mg/kg, su ilaninda 0,059
mq/kq, Araliqdenizi tisbagalarinda isa 0, 055
mqg/kq soviyyasindadir. Xozor nazikbarmaq
gekkonunun stimiik vo 9zalo toxumasinda sinkin
migdar1 554, 2 mq/kq, Su ilaninda 274,7 mq/kq,
Araliqdenizi tisbagalarinda iso 212,4 mq/kq

olmusdur.
Yekun. Oyrandiyimiz bes
mikroelementin  hamist  Xozor nazikbarmaq

gekkonunun boadonindo stilinliik toskil edir.
Qeyd etmoliyik ki, Xozor naziikbarmaq gekkonu
fon novler igorisinds kiitloco az vo funksional
baximdan iso ¢ox aktiv heyvandir. Onun
texnogen orazilordo neft vo qazgixarma
buruglarinda rast golinmosi hom plastikliyini,
hom do toksiki mikroelementlora gars1 doziimlii
olmasini gostorir. Ona goro do miioyyon olunan
mikroelementlorin miqdarnin Xazar
nazikbarmaq gekkonunda yiiksok olmasi ona
letal tosir gostormir.Toksiki mikroelementlorin
Oyronilon  siirlinonlorin ~ stimiilk vo  ozoalo
toxumasinda miqdar1 standart orta miqdardan
yuksok olmast vo onlara letal tosir
gostormomosinin  bir sobobi  do  funksional
baximdan daha aktiv olan  siimiik va azalo
toxumasinda olmasidir.
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Immune diagnosis of CANDLE-like
syndrome, an auto-inflammatory
disease

L.1. Allahverdiyeva, N.M. Guliyeva !

!Azerbaijan Medical University, Department of
Allergology and Immunology, Azerbaijan, Baku

Keywords: Auto-inflammatory diseases, genetic
defects, CANDLE-like syndrome

Auto-inflammatory  diseases are genetically
caused heterogeneous diseases. These
pathologies are mainly associated with disorders
of the mechanism of non-specific immunity. In
some cases, this may occur with a violation of
the regulation of specific immunity. One of these
pathologies is the CANDLE-like syndrome. The
disease occurs mainly in the first months and
progresses. This is mainly due to the autosomal
recessive mutation in the PSMB8 gene. This
pathology is a chronic atypical dermatosis
characterized by weight loss due to
lipodystrophy, fever, joint pain, subcutaneous
nodules, subcutaneous fat and muscle dystrophy.

During the first few months, the
patient had a high fever, small nodules under the
skin for 2 months, and then large painful
nodules, erythema throughout the body,
lipoatrophy, joint pain, bloating,
hepatosplenomegaly.

A general analysis of blood, urine and
feces, a biochemical study, blood coagulation,
some  hormonal  tests, an  extensive
immunological study, and determination of auto-
specific antibodies were performed during
laboratory studies. Due to on the results, it can
be noted that the number of leukocytes, ECS,
ALT, AST, QF, QQT, bilirubin and its fractions,
total protein, albumin, Na, K, CL, Ca, Mg, P,
uric acid, urea, sugar, creatinine kinase, ASO,
reticulocyte count, prothrombin index and
fibrinogen, free forms of the hormones TSH, T3-
and T4 were within normal limits. ANA, Anti-
dsDNA and Anti-ssDNA were negative for
autoantibodies, EBV 1gG and IgM were negative
for specific antibodies, and Streptococc A was
negative for yawning. Red blood cells, platelets,
cholesterol, LDL, triglycerides, transferrin,
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erythropoietin, CRZ were above normal. Hb,
both the relative and the absolute number of
lymphocytes, Fe and its absorption, ferritin is
2.5-3 times higher than normal, HDL, creatinine
and vit. D was below normal. Extensive
immunological studies have revealed a decrease
in IgA, IgE, CD3, CD4 and CD19, an increase in
absolute 1gG, CD8, CD16 / CD56, CD4 / CD8
and HLA-DR. Although genetic testing did not
reveal the PSMB4, PSMB8, PSMB9, and
PSMA3 genes, the patient was diagnosed
CANDLE-like because all clinical signs and
course of the disease resembled suppository
syndrome.
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II tip qose xastaliyi olan pasiyentin
GBA geninds noqtavi mutasiyalar

N.O. Bagirova !
! Baki Saglamliq Morkozi

Isin magsadi. 9 ayliq korpeds Qose
xastaliyi todqiq olunmusdur. Qose xastaliyi
lizosom toplam xastaliklorindan olub yiiksok
rastgolmo tezllikli irsi patologiyalara aiddir.
Xastaliyin osasinda qliikoserebrozidaza
fermentinin ¢atismazlhigi, ya da sintezinin tam

dayanmasi durur. Metabolizm mohsullarinin
parcalanmasinda istirak edon B-
glukoserebrozidazanin catismazligi
sfingolipidlarin, 0 ciimladon

glikoserebrozidlorin - mubadilosinin  pozulmasi
xastaliya sobob olur.

Qose xastoliyi autosom-resessiv olamot
Kimi  irson  kegir, P-qliikoserebrozidazani
kodlasdiran gen 1q21GBA lokusunu tutur. GBA
geninin homoziqot-resessiv voziyyati B-
qgliikoserebrozidazanin foalligini1 koskin azaldir.
Noticodo istifado olunmayan sfinqolipidlor
makrofaqlarda toplanir.

Material vo metodlar. Klinikaya daxil
olan 9 ayliq kdrponin muayinssindan sonra vo
mualicasi  prosesinds  hepatosplenomeqaliya,
aneniya Vo trombositopeniya askar edildi.
Postnatal inkisafin 9-cu ayinda olan xasto N.F.-in
simduk iliyindon gotirilon biopsiya materialinda
Qose xostaliyi Uc¢ln spesifik olan hiiceyralor
muoayyan edildi. Xostodon analz tigiin gan DBS
kartlarindan istifado etmoklo gotlirtilmisdiir.
Qose xostoliyinin diagnozu. ARCHIMED Life
Gmbh  (Avstriya) laboratoriyasinda tandem
mass-spektrofotometriya ~ metodu  osasinda
goyulmusdur.

Naticalor. Analizin naticalorinin todgiqi

gostorir ki, B-glikoserebrozidazanin foalligi
normadan (N>2,5 mkmol/l/saat) 11
mkmol/l/saat asagi olmusdur. Turs

sfingomielinaza fermentinin foalligit nomada
olmus \£) 25,5 mkmol/l/saat  toskil
etmisdir.Xostonin  GBA geninin molekulyar-
genetik analizi noaticasindo mioyyan edilmisdir
ki, 1448-ci vaziyyotdo sitozin (C) nukleotidin
timini (T) ovaz etmasi (C—T) vo ya tranzisiyasi
bas vermisdir. Xostonin genomunda  GBA
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geninin iki mutant alleli (zro homoziqotlug
(1448 T—C/1448 T—C) mioyyon edilmisdir..

Homoloji ~ xromosomlarin  eyni  bir
lokusunda nukleotidlorin tranzisiyasi (1448
T—C/1448 T-C) naticasinda B-

glikoserebrozidaza fermentinin torkibindo 483-
cl voziyyotdo leysin amin tursusu prolinlo
(Leud83Pro) ovoz  olunmusdur.  Xastonin
valideynlori ana xotti Uzro yaxmn qohumlardir.
Onlar ikinci doracoli gan qohumlart olub iki
dogma bacilarin ovladlaridir. Xalalarin  bu
usaqlar1, yoni korpenin valideynlori  eyni bir
mutasiyanin (1448 T—C) gizli dasiyicilaridir.

Yekun. Xastonin genomunda  GBA
geninin  iki  mutant allelinin  homoziqot
vaziyyotdo olmasi (1448 T—C/1448 T—C)
askar edilmisdir. Xoasto har iki mutant alleli 1448
T—C mutasiyasinin gizli dasiyicilart  olan
valideynlordon almisdir.
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Prenatal diagnosis of 22q11.2
microdeletion with multiplex ligation-
dependent probe amplification

A. Agayev!, A.T. Hasanova?

!National Hematology and Transfusiology
Center, Genetic Diagnostics Center, Baku
Azerbaijan
2 Department of Medical Biology and Genetics,
Azerbaijan Medical University, Baku,
Azerbaijan

Intoduction: 22g11.2 microdeletion is the
most common contiguous gene deletion
syndrome in live born (1:4000 — 1:6000),
inherited in an autosomal dominant manner,

characterized by congenital heart defects,
hypocalcemic  hypoparathyroidism,  T-cell
mediated immune deficiency, palate

abnormalities, and intellectual disability. This
frequency is higher in spontaneous miscarriages
(1:1500). About 93% of probands have a de
novo deletion of 22911.2 and 7% have inherited
the 22g11.2 deletion from a parent. Although de
novo mutation occur mostly on maternal
chromosome, no significant relationship between
maternal age has been observed. About 90% of
the deletions are 2-3 Mb in size, 7% of the
deletions are smaller than 2 Mb but covered the
critical region of the deletion and 3% are outside
this region. Classical cytogenetic investigations
can be uninformative depending on the size of
deletion and the resolution of the karyotyping.
Therefore, in the presence of the typical clinical
findings, molecular techniques (FISH, MLPA,
microarray) should always be applied for the
diagnosis. MLPA is a quantitative multiplex
PCR approach for determining relative copy
number of a genomic target sequence. Except the
known cases of deletion carrier parents, prenatal
diagnosis of the 22q11.2 microdeletion is
possible only in the presence of typical
ultrasound findings, such as conotruncal heart
defects, ventricular septal defects, cleft lip-
palate, thymus hypo/aplasia. Material and
Methods: We present prenatal diagnosis of de
novo 22g11.2 microdeletion syndrome using
uncultured amniocytes in a pregnancy with
conotruncal heart malformations in the fetus.
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Results: The mother was referred at the 16th
week of gestation, due to the USG findings of
ventricular septal defect, a secundum-type atrial
septal defect, pulmonary atresia, and an anomaly
of the overriding aorta. These findings were
interpreted as components of tetralogy of Fallot
(TOF). Conventional karyotyping and QF-PCR
following amniocentesis at 16 weeks gestation
revealed normal results. MLPA test SALSA
P245 probe mix revealed a deletion on DiGeorge
Syndrome region for CLDN5, GP1BB and
SNAP29 gene locus. Parental studies revealed
normal results. Conclusions: Prenatal diagnosis
Is essential, especially in patients that have had
previous pregnancies involving chromosomal
defects, even those due to spontaneous
mutations. Early prenatal diagnosis is important
for the management of the pregnancy and
delivery, postnatal surgical management and
neonatal care. Fetuses diagnosed prenatally with
TOF should undergo genetic investigations to
check for 22911 deletion.
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A New Approach in the Treatment of
Low-Ejection Fraction Chronic Heart
Failure at Young Patients with
Sacubitrile / Valsartan

A.A. Baydamirova !

! Department of Clinical Pharmakology,
Azerbaijan Medical University

According to the results of many studies,
angiotensin-converting enzyme inhibitors and
their analogs reduce the relative risk of mortality
in patients with mild to moderate chronic heart
failure  (CHF). The action of the
valsartan/sacubitril complex consists in a new
mechanism - the simultaneous suppression of
neprilysin activity by the substance LBQ657 (an
active metabolite of sacubitril) and blockade of
AT1 receptors by valsartan, (an antagonist of
ARAII).

Keywords:  Chronic  heart failure,
sacubitril/valsartan, ejection fraction, changes in
the parameters of the left atrium, right atrium, of
course, systolic size of the left ventricle.

Materials and methods: 25 patients are
included to the subject of the trial. The diagnosis
of the patients - cardiac insufficiency with low
ejection fraction. Among the patients with I11-1V
classes, arterial hypertension incidence - 35%,
acquired cardiac defects - 25%, dilatation
cardiomyopathy - 30%, and survived myocarditis
- 10% have been stated. The ages of the patients
have been noted between 30 and 39. The intake
of the medicines which used at the start of the
standard treatment of cardiac insufficiency is
ceased for all patients. The treatment has started
after 2 weeks (ACE inhibitors, ARBs, beta
blockers). The period of illness is between 3-5
years. All patients accepted general laboratory
and instrumental analysis. Biochemical analysis -
lipid spectrum, coagulogramma, biomarkers of
the cardiac insufficiency have applied.
Echocardiography, Kholter monitoring of ECG
are carried out during instrumental examinations.
The proportions of all chambers of the heart
enhanced during examination: left atrium-5.0+/-
0.3, right atrium 5.1+/-0.2, right ventricle 3.5+/-
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0.2, interventricular septum 0.1+/-0.3.

End diastolic volume of the left ventricle
5.7+/-0.2 (EDV), end systolic volume of the left
ventricle 4.5+/-0.2. Maximal speed of transaortic
blood flow of the patient suffering from arterial
hypertension is 1.3+/-0.4, maximal gradient
4.6+/-1.4, systolic pressure of the pulmonary
artery (SPPP) is 45-50 mm Hg. Ejection fraction
of the left wventricle is 27+/-05. The
Sakubitril/Valsartan (Neprilisine inhibitor) is
prescribed for all patient on the scheme-50 ml
for first month, then 100-200 mg/24 hours.

Conclusion: During the treatment period
positive dynamics (+) has been noted in clinical
signs of all patients with cardiac insufficiency.
The reduction of all cardiac chambers’ size has
been noted (left atrium 5.0+/-0.5—4.6+/-0.5,
right atrium 5.0+/-0.2—4.8+/-0.2, right ventricle
is up to 2.8+/-0.2, EDV of the left ventricle is up
to 5.0+/-0.2, ESV of the left ventricle is up to
—4.0+/-0.2). Ejection fraction is up to 3.7+/-
0.2% and it is evaluated as the positive effect of
the treatment.

The prescription of Sakubitril/Valsartan
complex, which have not analogs, is prescribed
to the young patients suffering from cardiac
insufficiency. The positive effects which are
acquired while clinical course of the disease
should be evaluated as positive effect of the
prognosis of the disease.
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“Ciragiili”” (pimpinella saxifraga l.),
“sallaq tozagac1” (betula pendula
roth.) vo “kazak ardic1” (juniperus
sabina l.) efir yaglarimin “bagirsaq
copi” (e. Coli) test-kulturasina qarsi
antimikrob tasir xiisusiyyatlori

N.I. Oliyev, K.9. Cobanov !

1 Azorbaycan Tibb Universiteti, “Tibbi biologiya
vo genetika” kafedrasi

Acar sozlar: cirogiilii, sallaq tozagaci, kazak
ardici, test-kultura, efir yagi

Giris. Rosmi farmokopeyaya daxil olmus
bir ¢ox efiryagli dorman bitkilerinin efir
yaglarinin  iltihabgotirlicl, antibakterial vo
antifunqal xassoloro malik olmalari, eloco do
onlardan elmi tobabotdo istifado olunmalari
haqqinda ¢oxsaylt molumatlar movcuddur.
Azaorbaycanin tobii florasinin efiryaghh dorman
bitkilori ilo zongin olmasini, eloco do bu
bitkilorin efir yaglarimin  antibakterial vo
antifunqal xassolorini miioyyon etmok mogsodi
ila bazi efiryagl bitkilordon alinan efir yaglarinin
antibakterial vo antifunqal xassslorini todqiq
etmoyi planlasdirdiq.

Tadgigatin materiallar: va iisullari. Bu

mogsadlo, todqiqat materiali olaraq
Azorbaycanin  tobii  florasmna daxil olan
“Ciragiilii”niin toxumlarindan, “Sallaq

tozagaci’nin yarpaq vo tumurcuqglarindan vo
“Kazak ardict”nin yarpaqglarindan aldigimiz efir
yaglarindan istifado olundu. Qeyd olunan efir
yaglarinin sorti-patogen Escherichia coli test-
kulturasina qars1 antimikrob tosir
xtisusiyyatlorinin Gyronilmasi, N. C. Oliyevin
emulsion-kontakt iisulu osasinda miioyyan
edilmoklo, tocriibo vo kontrol qruplar iizorindo
hoyata kecirildi. Bu iisula osason, kontrol
gruplarda spirtin 1:3, 1:4, 1:5 vo 1:6 nisbatindoki
durulagdirilmalarindan istifado olunur. Tocriiba
gruplarinda iso miivafiq spirtli durulasdirilmalara
0,1 ml 5%-li miivafiq efir yag1 olavoe olunur.
Kontrol qrupla miiqayisada, tocriiba sirast sinaq
slisolorindon aparilmis okin ekspozisiyalarinda
bas vermis doyisikliklor efir yaginin tosirinin
noticosi kimi qiymaotlondirilir.
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Alinan naticalor va onlarin miizakirasi.
Miioyyon edildi ki, “Ciragiilii’nlin efir yagi
“bagirsaq ¢opli” test-kulturasina qarsi ¢cox giicli
antimikrob xassoyo malikdir. Belo ki, bu efir
yaginin 1:3 1:6 nisbatlorindoki
durulagdirilmalarinin ~ “bagirsaq  ¢opi”  test-
kulturasina, hotta 10 doqiqalik tasirindon sonra
aparilmig okin ekspozisiyalarinin heg birisindo
clicorti geydo alimmadi. Aparilmis todqiqatlar
gostordi ki, E. Coli bakteriyalar1 “Cirogiilii” efir
yagi ilo miiqayisado “Sallaq tozagac1” vo “Kazak
ardicr’nin efir yaglarmin tosirina zoif hossasliq
gostorirlor. Belo ki, “Sallaq tozagaci” efir
yaginin  1:4 1:6 nisbotlorindoki  spirtli
durulasdirilmalariin test-kulturaya 10 doqiqolik
tosiri, 1:5 — 1:6 spirtli durulagdirilmalarinin test-
kulturaya 20 doqiqgolik tosiri, eloco do 1:6
nisbatindoki spirtli durulasmasinin test-kulturaya
10, 20, 30 vo 40 doqigolik tosirlori yalniz
bakteriostatik effekt yarada bilir. Bu efir yaginin
1:4 1:6 nisbatlorindoki spirtli
durulagdirilmalariin test-kulturaya 20 doqiqgalik
tosirlori iso bakterisid effekt yaradir. “Kazak
ardic” efir yagmin 1:6 nisbatindoki spirtli
durulasmasinin test-kulturaya 10 — 60 daqiqo
tosirlorindon  sonra  aparilmis  inokulyasiya
ekspozisiyalarindaki inkisaf kontrol qruplardaki
inkisafdan demok olar ki, forqlonmirlor. Bu efir
yaginin 1:5 nisbotindoki spirtli durulagmasinin
test-kulturaya 10 vo 20 doqiqgelik tosiri zoif
bakteriostatik, 30 doqigoalik tosiri bakteriostatik,
40 — 60 doqiqgalik tosiri iso bakterisid effekt verir.
“Kazak ardict” efir yaginm 1:3 vo 1:4
nisbatlorindoki  spirtli  durulagmasinin  test-
kulturaya 20 — 60 doaqiqo tosirlori bakterisid
effekt verdiyinden, miivafiq inokulyasiya
ekspozisiyalarinin heg birindos inkisaf bas vermir.
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Realization of competence methodology
in a teaching of medical genetics basis
in biology course

0O.V. Bakovetskaya, professor, doctor of
biological sciences,

0O.V. Krapivnikova, docent, candidate of
biological sciences,

M.A. Merkulova, docent, candidate of
biological sciences

The purpose of this research is to develop the
bases of pedagogical approach in teaching the
basics of genetics to medical students. The basis
of the proposed system is the idea of forming the
readiness of the future medical specialist and its
components: 1. Motivation - positive attitude to
the profession, understanding the need for a
profession for society; 2. identification of
interests and inclinations, development of certain
personal qualities of the student; 3.operational -
knowledge of methods and techniques of
activity, high level of knowledge;
psychophysiological - individual typological and
physiological properties of the student; socio-
psychological - level of civil consciousness and
culture of the specialist; socio-professional -
views and beliefs of the future specialist.

The described blocks of readiness formation
are achieved through a number of pedagogical
techniques. 1.Lectures contain the basic
foundations of genetics, its historical aspects and
modern condition, methodological aspects
related to the discovery of modern scientific data
and their interpretation, such as Cytogenetic,
FISH-, SKY-methods, and genomic sequencing,
genomics, metabolomics, proteomics,
transcriptomics,  epigenetics,  oncogenetics,
diabetes genetics. All topics of the Biology are
filled with data on possible genetic
predisposition to diseases, including parasitic
diseases. 2.The practical component of the
course of modern genetics involves familiarity
with the manufacture of micro-products, genetic
engineering, the use of monoclonal antibodies,
and target therapy. Organization of practical
classes includes solving genetic problems at a
high level (including statistical calculations),
performing practical work. 3.student scientific
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society allows you to perform scientific reports
of students that involve deep study of the
material, analysis of the achievements of
genetics over the past year (for example, the
success of oncogenetics over the past year),
analysis of the works of Nobel laureates, etc.
4.professional  orientation of students. 5.
biological contest of students with an in-depth
level of problems in genetics.
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Sumiiklarin iltihabi vo va sis
transformasiyasi zamam klinik —

statistik tadqiqat
T.O. Iibrahimova., 1i.0. Oliyeva, G.H.
Sadiqova, S.N. Tahirova !

! Azorbaycan Tibb Universiteti

Birincili hematogen osteomielitin klinik
goriiniisii ¢evrosi aydin sokildo hasiyalonmis,
homginin xiisusi patogenezs malikdir, ona goro
do sui generis xostoliyi hesab edilir. Bizim
todqiqat seriyasinda (126 miisahido) osteomielit
30 (23,8,3%) halda miisahido edilmisdir,
onlardan prosesin koskin gedisi — 15 (15%)
miisahidods, xronik osteomielit — 15 (50%)
miigahidodo agkar edilmisdir. Onlardan 8 hadiso
SOD-da (Baki1), 20 hadiso — ET Travmatologiya
vo Ortopediya Institutunda (Bak1) vo 2 hadiso —
TEA-nin ROEM-dos (Moskva) geyd edilmisdir.

Bir qgayda olaraq, xostolik koskin
baslanir; agir yatalaq voziyyotini xatirladan
voziyyot inkisaf edir, o halda ki, yerli
simptomlarin  toza-hiirii  gecikir. Zodolonmis
simik nahiyasindo dorinin bir godor sigmosi,
gorginliyi 2-4-cli giin omolo golir. Regionar
limfatik diiyiinlorin bdyiimasi qeyd edilir.

Bizim todqiqatda (comi 126 miisahido)
Yuinqg sarkomasit 52  (41,3%) halda askar
edilmigdir. Onlardan 28 hadiss — SOD-da (Baki),
4 hadiso —ET Travmatologiya vo Ortopediya
Institutunda (Baki) vo 20 hadiso — TEA-nin
ROEM-ds (Moskva) geyd edilmisdir.

Yuinqg sarkomast  olan
anamnezinin  molumatina  goro,  xastoliyin
baglangict timumi vaziyystin pozulmast ils,
badon  temperaturunun  38-39°-ya  qoder
yuksoalmasi ilo, slimiiylin zodolonmis sahasindo
agrinin yaranmasi ilo miisahids edilirdi. Sonralar
kigik siskinlik vo iltihab prosesinin yerli
olamaotlori askar edilirdi: dori qizarir, toxunusda
horaratli olur vo flyuktuasiya toyin edilo bilor,
yoni bu dovr-do klinik olamatlor koskin iltihabi
prosesdon demok olar ki, secilmir.Xostolorin
oksoriyyotindo  xostoliyin  klinik  olamatlori
zadolonmonin baslangicinin ilk 3 ayinda vo ya
birbasa travmadan sonra vo ya travmadan bir
godor sonra omoalo golirdi.Xastaliyin dominant
simptomu agridir vo agr1 hissi, oksor hallarda,

xastalarin
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siumilyiin rentgenoqramda gorinan
doyisikliklorino qodor tozahiir edir-di. Agrinin
intensivliyindo genis variabellik geyd edilirdi —
kaskin, sancan agridan shamiyyatsiz, kiit, fiziki
yuk zamani yaranan vo rahatliq voziyyatindo
kecon agrilara qgodor.Geco vaxti  agrinin
intensivliyi, sarkomalarin oksoriyyatinds oldugu
kimi, artird.

Bizim todqiqatda (comi 126 miisahido)
PNET 18 (14,3%) halda miisahido edilmisgdir.
Onlardan 8 hadiso SOD-do (Baki) vo 10 hadiso
TEA-nin ROEM-ds (Moskva) geyd edilmisdir.

PNET zamanmi simptomlarin sociyyovi
triadalar, Yuinq sarcoma-sinda oldugu kimi,
tokrarlanir: skeletin zodolonmis hissosindo agri,
sig, asag1 otraflarin funksiyasinin pozulmasi.
Sisin Olgiilori do miixtalif olmusdur — Kigik
lokalizasiyaedilmis sigdon zodolonmis siimiiyiin
genis deformasiyasina qodor. Sislor agrilarin
omolo golmasi yerindo bork, horokatsiz, aydin
sorhadi olmayan, agrili olmusdular. Bozon
geniglon-mis venoz soboko toyin olunurdu, sis
iistiindo toxumalar yumsaqdir, bozon 6demlidir.
Bozi xostolords dorinin hiperemiyasi vo ddemi,
yerli temperatur yiiksalmasi qeyd edilirdi.

Bizim todqiqatda (comi 126 miisahids) 6
(20,6%) hal siimiiylin bodxassoli  sislorino
diismiisdiir. Onlardan SOD-do (Baki1) 15 hadiso,
ET Travmatologiya vo Ortopediya Institutunda 1
hadiso vo TEA-nin ROEM-do 10 hadiso qeyd
edilmisdir.

Xaostolik avvalca fiziki yiik zamani1 amalo
golon vo intermittasiya edon xarakter dasiyan
ohomiyyatsiz sizildayan agrilardan baglanirdi.

Prosesin progresivlosmosi ilo agrilar daimi
Xarakter alirdi. Sis qabiq laymi todricon
dagidaraq, otraf toxumalara kegirdi, gozlo

goriinan, bir sira hallarda palpasiya zamani agri
veron kicik sis omolo golirdi, lakin bu yavas
gedon prosesdir.

Bozi xostolordo xostalik koskin baslanir,
stimilylin zodslonmis sahasindo kaskin agrilarla,
qisa anemnezlo vo xostolorin digor klinik
qrupunda siddstli metastazverma ilo miisahido
edilirdi.

Ik simptomlardan hokimo miiracioto
godor anamnezin davametmo miiddoti bizim
miisahidolor arasinda bir aydan 3 ilo godor, orta
hesabla 8 ay olmusdur.
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Hepatosellular karsinoma xastaliyindd
kodlasdirmayan mirnt-196a2 novu t>c
polimorfizminin tadqiqi

F.Mommodlil, B.Bayramov!, E. Isayev?, N.
Bayramov?

!Genetik Ehtiyatlar Institutu, Azadliq pr.155,
AZ1106, Baki, Azarbaycan

2Azorbaycan  Tibb  Universitetinin -~ Todris
Corrahiyys Klinikasi, Mirqasimov kiig., 1004-cu
moholls, Baki, Azarbaycan

Isin magsadi: Hepatosellular karsinoma (HCC)
hepatositlordon inkisaf edon, garaciyarin an ¢ox
rast golinan birincili bad xassali sislarindandir.
Qaraciyarin  funksiyalarinin  pozulmasma Vo
bagqa orqanlara metastaz vermok gabiliyyatino
malikdir.  Son illordo  aparilan  ¢oxsayl
tadgigatlar HBV, HCV va geyri-alkogol mansali
yagl qaraciyar Xxastoliyi kimi etioloji amillorlo
yanasi garaciyar kanserogenezinin inkisafinda
kodlasdirmayan RNT-lorin muxtalif siniflorinin
do tonzimloyici rollarmi  siibut  etmisdir.
Kodlasdirmayan RNT novlorindon olan mikro
RNT-lorin  (mIRNT)  osas  tonzimlayici
mexanizmlori arasinda HCC-nin
progressivlosmasi vo proliferasiyasi, apoptoz,
invaziya, metastaz, angiogenez, dorman
vasitolorino qarst dozimlilik osas yer tutur.
MiRNT-lor  HCC-nin  progressivlogsmasinda
osasli rol oynaywr. Cari todqgigat isindo
hepatosellular kasinoma Xastalorindo vo saglam
kontrol grupunda mIiRNT noévlorindon olan
mMIiRNT-196a2 T>C (rs11614913) tok nukleotid
polimorfizmini todgiq etmakdir.

Material va Metodlar: Tadqiqat isi ¢ar¢ivasinds
Azorbaycan  Tibb  Universitetinin ~ Tadris
Corrahiya  Klinikasindan gan  numunalori
gotlrilmisdir. NUmunalordon genomik DNT
ckstraksiyasi AMEA  Genetik  Ehtiyyatlar
Institutu,  Biotexnologiya  sobasi,  Insan
Genetikas1 Laboratoriyasinda manual sulla
hoyata kegirilmisdir. Polimeraz  Zancirvari
Reaksiyast (PZR) vo RFLP (Restriction
Fragment Length Polymorphism) metodikalari
ilo miRNT-196a2 geninin genotiplosdirilmasi
hoyata kegirilmigdir.

Naticalor: Tadgigatin ilkin naticalorina asason
HCC diagnozu goyulan 9 xastads TT, TC vo CC
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genotiplarinin faiz nisbati mivafiq olaraq 33,3%,
44,5% vo 22,2% askar edilmisdir edilmisdir. 15
saglam insandan ibarat kontrol grupunda iss bu
nisbat normal TT allelori Gglin 40%, heteroziqgot
TC 53,3%, mutant CC (cun isa 6,7% askar
edilmisdir. Mutant CC allellarinin tezliyi kontrol
grupu ilo migayisado Xxosto grupunda daha
yuksok askar edilmisdir.

Yekun: Toadgiqat isinin daha boylk todgigat
gruplarinda davam etdirilmosi mIRNT-196a2
geninin rs11614913 tipli polimorfizminin HCC-
nin yaranmasi ilo assosasiyasini askara cixara
bilor. Todqiqat islori davam etdirilir.

Acar sozlar: HCC, mikro-RNT, PCR-RFLP,
DNT, Gen
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Mukovisidoz gen saviyyasinda bas
veran mutasiyanin naticasidir

A.T.Hasonova!, L.R. Quliyeva?

! Tibbi biologiya vo genetika kafedrasi, ATU
2| daxili xastoliklor kafedrasi, ATU

Mukovisidoz Qoarbi Avropa O6lkslorinds genis
yayilmis autosom resessiv tipli irsi xostolikdir.
Mukovisidozun avropalilarda rastgalmo tezliyi
1:2500, Afrika mongali amerikalilarda - 1:15000
Vo Asiya mongoli amerikalilarda 1:30000
nisbatindadir. Xastaliyin  meydana ¢ixmasina
sabab olan genin 1300- don ¢ox alleli vardir va
70 faiz hallarda xastaliyin sobobi F508 allelidir.
Xastoliyin xarakter slamatlorini madoalti vazin
funksional catmazligi,bagirsaglarda gida
maddslorinin sorulmasmin pozulmasi, qazligi,
bodon ¢okisinin normadan az olmasi, diz
bagirsagin sallanmasi, gara ciysr axarla—rinin
tutulmas1 toskil edir. Bundan olave torin
torkibindo duzun Kkonsentrasiyasinin ¢oxlugu
geyd olunur. Kisilords toxum ¢ixarici axarlarin
tutulmasi misahido edilir.

Xostoliyin ciddi agirlagsmalarindan biri selikli
gisanin qalinlasmas1 ilo olagoli ag ciyarlarin
xroniki obstruktiv xastaliyinin inkisaf etmasidir.
Bakterial infeksiyanin qosulmasi bu xastaliyin
gedisini daha da agirlagdirir vo 90 faiz xostalorin
20-25 yaslarinda 6liimiina sobob olur.

Xostoliyin patogenezinin asasini CFTR ziilalinin
(mukovisidozun transmembran tonzimlayicisi)
catmamazlig: toskil edir. Bu ziilal xlor ionlarinin
hliceyro membranindan ke¢mosini tonzimloayir.
Eyni zamanda, o epitelial hiceyralorin
membranin1 ~ dolib  kegon AMF-don asili
kanallarin yaranmasinda istirak edir.

Normal halda CFTR-nin tonzimloyici domeninin
fosforlagmasi, prosesi ziilalin aktivlogsmosino vo
onun ATF-lo birlosmoasina sobab olur. Bunun
noticosindo xarici Cl- kanali agilir vo eyni
zamanda onunla gonsulugda yerloson Na+ kanali
baglanir. Ionlarn nogl olunmasi prosesinin
pozulmasi bag verir Vo orqanizm susuzlasir.
CFTR ziilalinin aktivliyinin 3 faizdon az olmasi
mukovisidozlu  xastolordo  madealtt  vozin
funksional ¢atmazligi ilo miisayot edilon agir
“klassik" for-masmin inkisaf etmosino Sobab
olur. Ziilalin aktivliyinin 3-8 faiz oldugu hallarda
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tonaffiisiin pozulmasi, 8-12 faiz olduqda iss har
iki toxumgixanci axarlarin patologiyast miisahido
edilir.

Xostoloro  mdualico  moagsadilo  antibiotiklar,
modoalt vazin fermentlori va xisusi dieta tayin
olunur.

Hamilalords prenatal diagnoz Gc¢lin amniotik
maye huceyralorinds DNT analizindon istifado
olunur. Yeni dogulmus korpalarin torinde NaCl
konsentrasiyasi tayin edilir. Qanda
immunoreaktiv tripsinin agkar olunmasi moadoalti
vozin axarlarinin tutulmasini gostorir.
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Marfan sindromu nadir genetik
xastalikdir

A.T.Hoasanova, X.C. Yusufova !
! Tibbi biologiya vo genetika kafedrasi, ATU

Marfan sindromu birlosdirici toxuma, yoni
bodonin  dastoklayici va goruyucu toxuma
xastaliyidir. Birlosdirici toxuma bir Gox organ vo
sistemlordo  mévcuddur ki, bu da Xxostods
mixtalif pozulmalara sobab olur - iri damarlar,
urak gapaglari, gozlor, skelet, azalalor zadslanir.
Xasta bir insanda dogusdan bari bu xastalik olur,
ancaq yas artdiqca tozahirlor daha da pisloso
bilir. Marfan sindromu birlosdirici toxuma
icarisinda boylk rol oynayan fibrinin qurulusunu
toyin edon bir gendo  (FBN1) bir qusur
(doyisiklik) sobobiylo inkisaf edir. Qiisurlu bir
gen noasildon nasilo otlrilo bilor: bir usagin
Marfan sindromu olan bir valideyndan xastaliyi
irson alma ehtimali 50% -dir. Boazan sperma va
yumurta birlosdikds, yoni mayalanma zamani
yeni bir gen qusuru meydana golir. Saglam
valideynlorin Marfan sindromlu bir usaga sahib
olmaq ehtimali 1:10000 nisbatindadir. Ehtimal
olunur ki, bu 25% hallarda mayalanma zamani
kortobii dayisikliklor hesabina bas verir.
Xastoliyin simptomlarina hiindiir boy(2 m yaxin
Vo bundan hiindiir), qisa badon, ¢ox uzun nazik
qollar vo ayaqlar, uzun barmaglar (hérimgays
bonzayir) , oynaglarin  haddindon  artiq
harokatliliyi, azalo zaifliyi, bud-¢anaq oynaginin
qurulusunun anomaliyalari, kifoz, skolioz, dos
gofasinin  deformasiyasi, yastipancalik, Kigik

asagl ¢ono, dislorin anomaliyalari, qasiq
yirtiglar,, baglarin  tez-tez yirtilmasi, aorta
patologiyalari, {irok qiisurlar, arteriyalarin

daralmasi aiddir. Marfan sindromu tam miialico
olunmur - mutasiyaya ugramis geni doyismok
mimkun deyil. Lakin mioyyan mualico
todbirlorin kdmayi ilo xastoliyin simptomlarini
azaltmag, Xastanin hoyatini uzatmaq
mumkindir. Xosto daim hokimlorin nozarati
altinda olmali, lazzm olan miialico almalidir.
Bozi fosadlarin inkisafi zamani1 carrahi mualica
totbiq oluna bilor. Diagnostik meyarlardan
istifado edorak hokimlor diagnoz qoya va lazim
oldugda mialiconi toyin edo bilorlor. Indiki
vaxtda Marfan sindromu olan xastslora vaxtinda
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diagnoz qoyularsa vo diizgun toayin olunmus
mualico olunarsa, belo insanlar qocaliga gador
yasaya bilarlor. Ancaq bu insanlarin bir goxunda
XasStoliyin  diagnozu qoyulmadigi {igiin 30-40
yasinda xastaliyin fosadlarindan hayatinu itirirlor.
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