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ANADANGOLMO IMMUNDEFISITLI XOSTOLORDO MUSAHIDO EDILON
MUXTOLIF GENETIK MUTASIYALAR
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Maqalada Azarbaycanda anadangalma immun defisitli xastalarda yanas: gedan digar genetik xastaliklarin
Vo mutasiyalarin askarlanmast hagqinda malumat verilmigdir. Genis immunoloji va genetik analiz edilon 163
xastoda T-limfositlorin onlarin subpopulyasiyalarmin, immun tonzimlayici indeksin, B limfositlarin, tabii
killer hiiceyralarin, immunoglobulinlarin va neytrofillorin faqositar aktiviiyinin miiayinasi zamant immun
sisteminda ciddi ¢catismazliglar, homg¢inin miixtalif gen miitasiyalart askar olunmusdur. Xostolara beynalxalq
tasnifata uygun olaraq miixtalif anadangalmoa immun catismazhq (AIC) diagnozlar: goyulmusdur. Bunlardan
7 XasStada immundefisit genlari ilo yanasi, digor genetik Xxastaliklorin olmas: da askarlanmisdir. Belo ki,
Xastolardan 5-do immun ¢atismazig diagnozu ilo yanagsi Ailavi Araliq Donizi Qizdirmast — AADQ Xastaoliyi
askarlamb, 1 xastoda hom immun ¢atismazlig, hom AADQ, ham da a-talassemiya diagnozu geyda alimib, 1
XaStada isa immundefisitls yanasi f-talassemiya dastyiciligr toayin edilib.

Maqalada hamginin klinik niimuna Kimi anadangalma immun ¢atismazhqla yanasi alfa-talassemiya va
AADQ diagnozu da goyulan xastanin malumatlart gostorilmisdir. Maraql fakt odur ki, har 3 Xostolik eyni
xromosomda (16-c: xromosomda) miixtalif' gen mutasiyalar: sababindon bas verir. Bir xastoda 3 Xastoliyin
eyni vaxtda rast galinmasi fasadli gediso Vo agur prognoza sabhab olur.

Agar sozlor: anadangalmo immun c¢atismazlig, genetik mutasiya, Ailovi Aralig Donizi Quzdirmast,
talassemiya

Knrwueevie cnoea: nepsuumviii ummynooeuyum, cenemuueckas mymayus, Cemetnas CpeouzemHo-
Mopckas 60ne3Hb, Manaccemus
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Avropa  Birincili Immuncatismazliglar fetal hemoglobinin (hemoglobin F) sintez
Comiyyatinin molumatina géra anadangalmo olunmasidir. Talassemiya Asiyada, Yaxin
immun  catismazliglarm  (AIC) miixtolif Sorq Olkalorinds, Afrikada, Araliq donizi
formalarinin ohali arasinda rastgolma tezliyi sahillorindo (Yunanistan, Tiirkiys) daha g¢ox
1:25000-100000 nisbatindadir [1]. Bu statis- yayillmigdir. Azorbaycanda da talassemiya
tikaya osaslanaraq giiman edilir ki, Azarbay- genis yayildigindan vo 1:100000 nisbatinds
canda 2000-0 yaxin anadangalma immun rast golmasi sababindan bu mosalo aktualdir.
catismazliqli Xasto ola bilor. Immun catismaz- Hor il diinyada toxminon 300000-don ¢ox
liglarin daha agir formalarinin klinik tozahtir- talassemiyali usaq diinyaya golir vo onlarin
lorina stidomar vo erkon yash usaqlarda rast 90%-i inkisaf etmokdo olan 6lkalorin payina
galinir. ©vvallor immun gatismazliq diagnozu diistir.
gec qoyuldugu {igiin bu tip xronik xastaliklora Xastaliyin 2 asas formast mévcuddur: alfa-
Vo ya olilliys diicar olurdu, hotta 6liim hallart Vo betta-talassemiya. Aparilan arasdirmalara
belo miisahids edilirdi [2]. Lakin hal-hazirda gora alfa-talassemiyanin yayilma tezliyi 6lko-
tibb inkisaf etdikco usaqlarda immun c¢atis- mizin miixtalif regionlarda farglidir. Belo ki,
mazliglarinin  vaxtinda agkarlanmast miim- bu xostolik Qabolodo 14%, Sokide 9%,
kiindiir [3]. Bakida iso 5% toskil edir. Betta-talassemiya

Azorbaycanda genetik xostaliklor arasinda isa shalinin 3,7-8,6%-do askarlanib vo daha
daha ¢ox rast golinon patologiya talassemi- ¢ox Agdas, Qobolo, Oguz, Soki, Astara,
yadir [4]. Xostaliyin asas saboabi organizmds Sabirabad, Qazax rayonlarda rast galinir [6].

176



Bu patologiyanin qohum evliliyi zamani
rastgolmo tezliyi daha da artir. Doyisilmis gen
naslo valideynlorin birindon verilibsa, usaqda
kigik talassemiya — Thalassemia Minor forma
omalo golir. Bu hal usaqda adoton miilayim
klinik olamatlorlo kegir vo dastyict kimi
qiymatlondirilir. Ogar doyisilmis gen autosom
resessiv Otiirlilmo zamani valideynlorin hor
ikisindon 6vlada kegorsa, usaqlarinin 50 %-i
dastyict, 25%-i xosto, 25%-i iso saglam
olacaq. Belo halda xostoliyin daha ciddi
formas: inkisaf edir — Thalassemia Major.
Bunu nozoro alaraq Azorbaycan Respublika-
simin Qanunvericiliyino asason 2005-ci ildon
“Hemofiliya vo talassemiya irsi qan Xosto-
liklori tizra Dovlat Proqram1” tasdiq edilib.

Miiasir dovriimiizds hatta botndaxili dovr-
do belo usagin talassemiya dasiyiciligr haq-
qinda malumat alds etmak olur. Bu yaxinlarda
aparilan arasdirmalara goro Azorbaycanda
alfa-talassemiya dastyicilarinin 6lka ohalisinin
10,1%, betta-talassemiya dastyicilarinin 3,7%
toskil etdiyi miioyyan edilmisdir [6].

Boyliik talassemiyanin simptomlar1 adoton
usagin iki yagina kimi tizo ¢ixir. Bu xastolordo
yaranan agir anemiya hoyat {igiin tohliikoli
olur. Digor simptomlara narahatliq, dori vo
selikli  gisalarin  avazimasi, istahasizliq,
inkisafin ~ longimosi, tez-tez  infeksion
xostoliklors tutulma, hepatosplenomeqgaliya
aiddir. Xostoliyin bu formasinda arabir
hemolitik krizlor bas verir, bu zaman siiratli
hemoliz olur, temperatur, halsizliq artir vo
xastonin hemoglobini saatbasaat enir. Tocili
todbirlordon eritrositar kiitlonin vo ya tam
qanin kogiiriilmasi tolob olunur [7-9] .

Novbati cox rast galinon patologiya Ailovi
Araliq Donizi Qizdirmasidir AADQ . Bu
xostoliyo  MEFV (Mediterranean — Araliq
donizi qizdirmasi) geninin mutasiyast sobab
olur. MEFV geni orqanizmdo bakteriyalara
qars1 gqoruyucu reaksiyada istirak edon “pirin”
ziilali kodlasdirir. Bu mutasiya mutant protein
olan pirin sintezino vo hiiceyra apoptozuna
sobab olur. AADQ autoiltihabi xastalik olub,
gedisi koskinlosmo vo remissiya dovrii ilo
xarakterizo edilir [10]. ilkin olamatlors kigik
yaslarda (5-15) tosadiif edilir vo simptomlar
asagidakilardir: tokrarlanan temperatur, garin
va dos gofasinda agrilar, oynaglarda siskinlik
vo agri. Stresso moruz qalma, pohriz vo
movsiimi  doyisikliklor spesifik tokanverici
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faktorlarlardir. Xostodo FMF-in kaskinlogsmasi
adoton 1-3 giin, artrit simptomlar1 iso hofto-
lorlo davam eds bilor. Tutma zamani abdo-
minal agrilar adston qarnin bir hissasindon
baslayib, biitiin qarin nahiyasine yayila bilor.
Bu simptoma xastolorin 95%-do rast golinir.
Xostolordo  todricon  boyrok amioloidozu
yarana bilor. Xostodo tutmaarasi dovrds heg
bir simptom olmur vo bu asimptomatik dovr
bir ne¢a giin v ya illorlo davam eds bilor.

Genetik test FMF diagnozunda istifada
edilon osas diaqnostik tisuldur. Bu zaman
MEFV genindo mutasiyalar askar olunur.
Rutin genetik todqiqatlarda bu mutasiyalarin
hamisin1 askar etmok miimkiin olmaya bilor.
Buna goro do MEFV genindo mutasiya
olmasa belo, xostodo klinik olamatlora gora
AADQ diagnozu qoyula bilor [11].

Tadqigat isi Azorbaycanda anadangolmo
immundefisitli xastolordo yanasi gedon digor
genetik xastoliklorin vo mutasiyalarin asgkar-
lanmasi moqsadilo aparilmisdir. Bels ki, nadir
genetik xostaliklora aid olan AIC, talassemiya
va FMF kimi xastoliklor genetik mutasiyalarla
alagali patologiyalar oldugundan xastaliklorin
patogenezindo bu mutasiyalarin rolunun
Oyronilmosi boyiik elmi vo praktik maraq
kasb edir.

Tadqgigatin material vo metodlari. Azarbay-
can Tibb Universitetinin EImi-Todgigat Immuno-
logiya laboratoriyasinda 163 AIC diagnozu goyu-
lan Xostolordon 7 nofordo (4%) immundefisit
genlari ilo yanas1 digor genetik xastaliklorin olma-
s1 da askarlanmisdir. Biitiin xostolorin ailo anam-
nezi 6yranilmis, obyektiv miiayinads onlarin fiziki
Vo psixi inkisafi giymotlondirilmisdir. Laborator
miiayinalordon ganin @imumi analizi vo biokim-
yovi analizi aparilmig, genis immunogramda
spesifik vo geyri-spesifik gostaricilor yoxlanil-
mugdir. Periferik gan hiiceyralorinin fenotiplos-
dirilmasi axin sitometriya tsulu ilo aparilmisdir.
Limfosit hiiceyralorinin sathi markerlari (CD3+,
CD4+, CD8+, CD19+, CD16/56+, CD95+), im-
mun requlyator indeks — IRI, immunoglobulin-
lordon IgA, IgM, IgG, IgE toyin edilmisdir.
Instrumental metodlardan: dés gofesinin rengeno-
grafiyasi, EKQ, daxili organlarin USM-i, tolobat
oldugda limfa diyiinlorinin biopsiyasi, kompiiter-
tomoqrafiya vo ya MRT, siimiik iliyinin analizi vo
S. aparilmigdir. Xostolordo tam ekzom sekvens-
lomays (WES-whole-exom sequencing) osaslanan
metodla genetik miayinolor aparilaraq patoloji
genlar tadqgiq edilmisdir.



Tadqgigatin naticasi vo onlarin miiza-
Kirasi. Iimmundefisit genlori ilo yanas1 digor
genetik xostoliklorin olmasi da askarlanmig
7 Xostodon 5-i oglan, 2-si qiz olmusdur.
Xastolorin orta yasi 8 yas (4-13 yas arasinda)
olmusdur. Bu Xastolordon 5-do immun ¢atis-
mazliq diagnozu ilo yanast FMF Xastoliyi
askarlanib, 1 xastodo hom immun ¢atigmazliq,
hom FMF, hom do talassemiya diagnozu
qeyda alinib, 1 xostado isa immundefisitlo
birgo talassemiya dasiyicilig toyin edilib.

Talassemiyalar 11 vo 16-c1 xromosomlarda
yerloson genlorinin mutasiyalar1 naticasinda
meydana c¢ixir. Belo ki, alfa-talassemiya
zamani 16-c1 xromosomda alfa-globin HBA1,
HBA2 mutasiyalari, betta-talassemiyada iso
11-ci xromosomda betta-globini kodlasdiran
HBB, HBD, HBG genlorin mutasiyasi bas
verir [5, 6].

Ailovi Araliq Donizi Qizdirmasina sobab
olan MEFV geni 16-c1 xromosomun qisa
ciynindo yerlosir vo autosom resessiv yolla
stiiriiliir [ 9, 10]

Xastolords imumi klinik alamotlordon tez-
tez xoastalonmo, xiisusilo tokrari bronx-agciyar
Vo mado-bagirsaq infeksiyalari, doarida irinli
yaralar, oynaqlarda agrilar vo S. geydo alin-
misdir. Hor bir AIC-li xostoda 1-3 sociyyovi

simptom noazoro ¢arpmigdir: BTK (bruton
tirozin kinaza) gen mutasiyasit olan Xastodo
badamciqlarin aplaziyasi, uzunmiiddotli 6skii-
rok, irinli infeksiyalar; ATM (ataksiya-tele-
angiektaziya mutasiyas1) gen mutasiyalt xas-
todo ataksiya vo teleangiektaziya, psixomotor
inkisafin longimasi; talassemiyali XxoaStodo
davamli, ciddi anemiya miisahido edilmisdir.

Immunoloji miiayinoda T limfositlor vo
onlarin helper vo sitotoksik subpopulyasiya-
larinin, IR indeksinin (CD4+/CD8+), B lim-
fositlorin, Tabii killer (TK) vo apoptoz hiicey-
ralorinin, immunoglobulinlorin vo neytrofil-
lorin faqositar aktivliyinin analizi zamamn
immun sistemds ciddi ¢atismazhiqlar askarla-
naraq tosnifata uygun miixtalif AIC diagnoz-
lar1 goyulmusdur.

Hal-hazirda diinyada immun sistemin agir
funksional ¢atismazligina sobab olan bir gox
miixtolif genetik mutasiya 0yronilmisdir. Belo
Ki, bazon bir gen mutasiyasi bir ne¢o immun
catismazliq noviino Sabob olur. Bazon iso,
eyni immun ¢atismazliq bir nego miixtalif gen
mutasiyast noticasinds yaranir. immun ¢atis-
mazlig1 olan usaqlarda genetik analiz zamani
hom anadangalmo immun ¢atismazligin, ham
do digor genetik xastaliklorin gen mutasiyalari
askarlanmigdir (cadval).

Cadval. Anadangalms immun ¢atigmazligli Xastalords agkarlanan gen mutasiyalari

Ne BiC diaqnozu Yas | Cins Imn.lundeﬁs1.t n Yana_sl Oliim
genetik mutasiyasi mutasiya
1 Bruton 9 oglan BTK MEFV -
2 | Ataksiya-teleangiektaziya 8 qiz ATM MEFV -
CVID
(Common variable
3 immunodeficiency- 9 oglan IVS-I1-1 (G>A) MEFV -
Umumi variabel immun
catismazliq
4 Agammaglobulinemiya 4 qiz TRNP1 MEFV -
5 Agammaglobulinemiya 13 oglan DNAH5 MEFV -
CFTR
6 Agammaglobulinemiya 5 oglan CARMIL2 MEFV_ -
o talassemiya
7 | Ataksiya-teleangiektaziya 8 oglan ATM p fg;;slzzlly “ oliib




Klinik niimuna. Xasta 1.1, 6 yash oglan I
hamilalik I dogusdan (I hamilslik diisiik olub)
gohum olmayan evlilikdon normal boy vo
¢oki ilo diinyaya golib.Valideynlorin har ikisi
talassemiya dasiyicisidir. Anadan olandan
anemiyasi olub. Korps yasindan baslayaraq
darisinin ronginds solgunluq miisahids edilib,
ganda hemoglobinin konsentrasiyasi1 70-80 g/l
arast olub. 2 yasinda Minor a-talassemiya
diagnozu goyulub. Har ay talassemik kriz bag
verib, badon temperaturu 38-39° olub, rongi
saralib, sidiyi tiindlosib. 3 yasindan krizlor
daha agir olub, qarin vo oynaglarda agrilar,
diareya miisahido edilib; hemoglobin saviy-
yasi kaskin asagi diistib, tacili gan kogiiriliib.

Xastodo Milli Hematologiya va Transfu-
ziologiya Morkazinds aparilan laborator miia-
yino naticasinds hemoglobin A, — 1,3%
(norma 2-3,5), Hemoglobin F — 0,1% (norma
0-2), Anormal hemoglobin HbH — 2,2%
(norma 0) olmusdur. Genetik miiayinodo 16-

c1 xromosomda HBA1 (16p13.3,
NM_000558, NP_000549) vo HBA2
(16p13.3, NM_000517, NP_000508)

genlarindo  heteroziqot o>’ delesiyast vo
heteroziqot a?0® delesiyas1 askarlanmis vo o-
talassemiya diagnozu tasdiglonmisdir.
Talassemiyali xoastomizin periferik gan
yaxmasinda qeyri-normal formali eritrositlor
(poykilositoz) askar olundu. Poykilositoz —
qurmizi qan hiiceyralorinin formasinin doyis-
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mosi olub, miixtolif anemiyalar zamani1 miisa-
hido olunur. Bizim xastonin periferik gan
yaxmasinin mikroskopiyasinda ham “damci-
yabonzor” eritrositlorin, ham do akantositlorin
olmast ciddi anemiya vo talassemiyanin
gostaricisidir (sokil).

5 yasinda olarkon xostodo Ailovi Araliq
Donizi Qizdirmasina slibho yaranmis vo
genetik analizdo 16-c1 xromosomda MEFV
(NM_000243.3) c.443A>T (p.Glul48Val)
geninin heteroziqot mutasiyas1 agkarlanarag
AADQ (FMF) diagnozu qoyulmusdur.
Kolxisin preparati ilo spesifik miialico toyin
edilib. Xastonin vaziyyati nishaton stabillogso
do, iltihabi proseslorin davam etmasi, tez-tez
Xastalonma hallar1 miisahido edilirdi.

6 yasinda xostodo anadangslms immun
catigmazliga slibho yaranmis, genis immu-
noloji vo genetik miayino aparilmisdir.
Immunoloji analizdo B limfositlorin gosto-
ricisi 10% (norma 21-28%), miitloq say1 iso
539 (700-1300) toskil edirdi. Genetik miiayi-
nodo 16-c1 xromosomda immun ¢atismaz-
ligina sobob olan CARMIL2 (NM_0010838.3)
c.2176T >G (p.Ser726Ala) geninin hetero-
ziqot mutasiyasi agkarlanmigdir. Usaqda hom-
¢inin nefropatiyasiz amiloidoz da miisahido
edilib. Qanin biokimyavi analizinds gan seru-
munda amiloid A proteinin gatiligr 40,8 mq/l
(norma <6,4) olmusdur.

Soakil. Talassemiyali xastada “damciyabanzar” eritrositlar (a) va
akantositlar (b) (saxsi miisahidomiz).
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Todqiq etdiyimiz xastoya immunoloji va da goyuldu. Askarlanan har 3 Xastalik 16-c1

genetik milayinoys osason anadangeslmos xromosomdaki miixtolif gen mutasiyalar1 ilo

immundefisit, B limfosit defisiti ilo yanasi olagadar olmusdur. Belo hal xastaliyin daha

alfa-talassemiya vo FMF xastaliklori diagnozu ciddi gedisino vo agir prognoza Sobab olur.
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HAJIMYUE PA3JIUYHBIX TEHETUUECKHUX MYTAIIMA Y BOJIBHBIX
BPOXJIEHHbBIMUA UMMYHOIE®PULIUTAMU

F.M.Hacpyﬂ.ﬂaenal'z, M.M.Ha3np3a)1e1, B.P.MaMe)mBal, H.O.Mo.nnaeBaz, B.A.Hama3zoBa®
'Hayuno-uccredosamenscras ummynonozuueckas nabopamopus Asepbaiiocarnckozo Meduyunckozo
Vuusepcumema, *Kagedpa demckux 6onesneii 1 Azepbaiioncanckozo Meduyunckozo Yuusepcumema,

baxy, Asepbaiioscan

Pesiome. B cratbe mpuBeleHbl CBeNeHHS OO0 HCCIEIOBAHUM NPOBEACHHETO C ILENbIO BbISBICHHS
PA3NMYHBIX TEHETUYEeCKUX MYTalliii W TeHETHYECKUX 3a00JIeBaHU Yy TAlWEHTOB C IEPBUYHBIMU
nmmyHoaedurutamu (ITM/]) B Azepbaiimkane. 13 163 marmeHTOB, MPOIIEANINX OOIMPHOE UMMYHOIIO-
THYecKoe M TeHeTHueckoe uccienoBaHue (uncino T-muMQonuToB, MX CyONOMyNnsuuid, UMMYHOpETYIs-
TOPHOTO HHIEKca, B-muMQonmroB, ecTeCTBEHHbIX KHUIEPOB, HMMYHOIJIOOYIMHOB M (arouuTapHON
aKTUBHOCTH HEWTPO(UIOB) OBUIM BBISBICHBI CEPbE3HbIC HAPYIICHHS HMMMYHHOW CHCTEMBI, a TaKKe
pasinyHbBle TE€HHbIE MyTauuH. B COOTBETCTBHMM € MEXAyHapoOHOH kKiaccudukanyerd OOJBbHBIM ObUIN
HOCTaBJIEHb! pasinyHble auarHossl [IWJ[. Ycranosneno, uro y 7 nanuentos ¢ IIM/] nmomMuMo reHos
UMMYHOAE(UINTA, BBISIBICHbI TaK € W ApPyrde TEHETHYecKue 3a00JIeBaHMs, MMEIOIIME XapaKTepHbIE

180


https://www.tandfonline.com/author/Abolhassani%2C+Hassan
https://www.tandfonline.com/author/Azizi%2C+Gholamreza
https://www.tandfonline.com/author/Sharifi%2C+Laleh
https://www.tandfonline.com/journals/ierm20
https://www.tandfonline.com/toc/ierm20/16/7
https://pubmed.ncbi.nlm.nih.gov/?term=Zhu%20Y%5BAuthor%5D
https://pubmed.ncbi.nlm.nih.gov/?term=Ye%20L%5BAuthor%5D
https://pubmed.ncbi.nlm.nih.gov/?term=Huang%20H%5BAuthor%5D
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC9884805/
https://doi.org/10.3389%2Ffped.2022.1042302
https://doi.org/10.1016/j.jaip.2022.08.041
https://pubmed.ncbi.nlm.nih.gov/?term=Musallam+KM&cauthor_id=38182489
https://pubmed.ncbi.nlm.nih.gov/?term=Cappellini+MD&cauthor_id=38182489
https://doi.org/10.1016/j.blre.2023.101165
https://doi.org/10.34921/amj.2023.1.014
https://www.scopus.com/authid/detail.uri?authorId=57204180800
https://www.scopus.com/authid/detail.uri?authorId=59060292400
https://www.scopus.com/authid/detail.uri?authorId=26323532800
https://www.scopus.com/authid/detail.uri?authorId=21742607400
https://pubmed.ncbi.nlm.nih.gov/?term=Rao+E&cauthor_id=38007159
https://pubmed.ncbi.nlm.nih.gov/?term=Kumar+Chandraker+S&cauthor_id=38007159
https://pubmed.ncbi.nlm.nih.gov/?term=Kumar+R&cauthor_id=38007159
https://doi.org/10.1016/j.gene.2023.148022
https://pubmed.ncbi.nlm.nih.gov/?term=TUFAN%20A%5BAuthor%5D
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC7672358/
https://doi.org/10.3906%2Fsag-2008-11

TeHeTUYECKHe MYTAallud W KIMHUYECKHE MposBIeHHd. Tak, y 5 OoipHBIX auarHoctupoana CemeiiHas
Cpenuzemuomopckas Jluxopaaka (CCJI) u BpoxaeHHBIH uMMyHOAeuiuT. Y 1 mamueHta UMeENI0 MeECTO
coueTtanne BpoxkaeHHOTO nMMyHoAeunuTa ¢ CCJI u a-Tamaccemuei, eme y 1 manueHTa THarHOCTHPOBAHO
HOCHUTEJIbCTBO [3-TaNacCceMUU HapsIy C BPOKACHHBIM HMMYHOIEPHUIIUTOM.

B craThe B kauecTBe KIMHUYECKOTO MPUMEpPA TTOKA3aH MaIMeHT ¢ Tuardo3oM anbga-tanaccemus u CCJI
Ha (oHe BpokIeHHOTO UMMYyHOAehunuTa. MHTEpec mpeacTaBiseT TOT (akT, 4TO BCE TPHU I'€HETHYECKUE
3a0oeBaHys OBUTH CBSI3aHBI C Pa3HBIMU MYTaIMsIMU T€HOB B OJHOHN U TOH ke XpoMocome (xpomocoma 16).
OnHOBpeMEHHOE BO3HMKHOBEHHE 3-X TEHETHYECKMX 3a00JIeBaHU y OIHOTO OONBHOTO IPHBEIO K
OCIIO’)KHEHHOMY TE€YEHHUIO U TSDKEIOMY ITPOTHO3Y 3a00JICBaHMS.

DETECTION OF VARIOUS GENETIC MUTATIONS IN PATIENTS WITH PRIMARY
IMMUNODEFICIENCY

G.M.Nasrullaeva'?, M.M.Nazirzade', V.R.Mamedova', N.O.Mollayeva?, B.A.Namazova®
'Research-Immunology laboratory of Azerbaijan Medical University,
Department of Children's Diseases | of Azerbaijan Medical University
Baku, Azerbaijan

Summary. The article provides information on the identification of various genetic mutations and other
genetic diseases in patients with primary immunodeficiencies (PID) in Azerbaijan. Of the 163 patients who
underwent extensive immunological and genetic studies (number of T-lymphocytes, their subpopulations,
immunoregulatory index, B-lymphocytes, natural killer cells, immunoglobulins and phagocytic activity of
neutrophils), serious disorders of the immune system, as well as various gene mutations, were identified. In
accordance with the international classification, patients were given various diagnoses of PID. It was found
that in 7 patients with PID, in addition to immunodeficiency genes, other genetic diseases with characteristic
genetic mutations and clinical manifestations were also identified. Thus, 5 patients were diagnosed with
Familial Mediterranean Fever (FMF) and primary immunodeficiency. One patient had a combination of
primary immunodeficiency with FMF and a-thalassemia, and another 1 patient was diagnosed with f-
thalassemia along with congenital immunodeficiency.

The article uses a clinical example to show a patient diagnosed with alpha- thalassemia and FMF due to
congenital immunodeficiency. The interesting fact is that all three genetic diseases were associated with
different gene mutations on the same chromosome (chromosome 16). The simultaneous occurrence of 3
genetic diseases in one patient leads to a complicated course and severe prognosis of the disease.
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