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Giris

Diinyada usaglar arasinda korluq timumi korlugun 4%-ni togkil edir. Yoni, 19
milyon usaq gorma qiisurundan aziyyat ¢okir. Onlardan 1,4 milyon usaq kor olaraq
yasayir. Diinyadaki 1,4 milyon kor usagin 50%-1 qarsist alinan, yoni miialics oluna
bilon sobabdon gormiir [1, 2]. Goérma qiisuru va korluq usaqlart hom birbasa, hom
dos dolay1 yolla zadolayir. Bels ki, bu qiisur onlarin tohsil almasinin va inkisafinin
qarsisint alir [3].

Qohum nikahlar1, genetik xostoliklorin yayilmasina tosir gostoron sobablordon
biridir. Diinyada evliliklorin 20%-don ¢oxu qohum nikahlaridir vo dogulan
usaqglarin on azi1 8,4%-i qohum evliliklorindon diinyaya golir [4]. Belo nikahlarinin
rast golinmo tezliyi Ingiltorado 0,56%, Hollandiyada 0,36%, isvecdo 0,90%,
Tiirkiyado 31,10%, Hindistanda 48%, Yamaykada 44,4%, Kiiveytdo 54,3%, Iranda
42%, Pakistanda 55% toskil edir [5 — 9].

Qohum evliliyi zaman1 gdzds rast golinon xastaliklor asason sindrom soklinda
rast golinir [10]:

* anadangolmo glaukoma,;

* anadangolmo ¢opgozliik;

» anadangolmo katarakta;

* pigmentli distrofiya vo basqa retinal distrofiyalar;

* g0z vo goz-dori (ocular vo oculacutaneos) albinizm;

» anadangolmo goz defektlori, aniridia vo uveal kolobomalar

Magsad — qohum nikahdan dogulmus usaqlarda miixtslif diagnoz qruplarinda
irsi goz xostoliklorinin gérmo funksiyasina tosirini tohlil etmok.

Material vo metodlar

Hazirki isdo 2019-2023-cii illor orzindo Azorbaycan Respublikast Akademik
Zorifs ©liyeva adina Milli Oftalmologiya Markazinin nazdinds faaliyyat gdstoran
Tibbi Ekspertiza Komissiyasinda (TEK) miiayinodon kegon irsi goz xastoliyi agkar
olunmus 409 usaglarin miiayinslorinin naticalori tohlil olunmusdur.

Qeyd etmok lazimdir ki, bu xasto qrupuna qohum nikahdan dogulmus usaqlar
daxil edilmigdir. Statistik molumatlarin riyazi iglonmosi SPSS 26 programinin
vasitasila ilo yerino yetirilmisdir.

Goziin vaziyyatini qiymotlondirmok iigiin gérmonin ¢agirilmis potensialinin
(GCP) miiayinasi daxil olmaqla kompleks oftalmoloji miiayine metodlarindan
istifado edilmisdir. Tadqiq olunan diagnozlar gbz patologiyasinin nozoloji



gruplarina goéro XBT-10 kodu {iizrs tosnif olunmusdur.

Naticalor

Aparilan todgigatda qohum nikahdan dogulmus usaqlar arasinda irsi goz
xostoliklorinin  gdrmo itiliyino tosiri arasdirilmig, patologiyanin morfoloji
formasina goro normal gérmo, zoifgérma vo korlug hallarinin paylanmasi miioyyon
edilmisdir.

Bu mogsadls tortib olunmus cadval 1-do qrup daxilindo miixtalif irsi goz
patologiyalar1 zamani gorma funksiyasinin voziyystini miiqayisali sokilds oks
etdirir vo aldo olunan naticolor patologiyanin klinik gedisi ilo olagolondirilorok
tohlil edilmisdir.

Cadval 1. Qohum nikahdan dogulmus usaqlarda irsi goz xastaliklori zamani gérma funksiyasinin
vaziyyati
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Normal N 0 6 1 0 3 6 0
203 No 00 2,2 0,7 0,0 5.8 6,5 0,0 0,0
tmp . 0,9 0,7 . 32 2,6 .
Zoif N 50 201 96 20 14 78 68 14
0,05 No 403 750 70,6 40,0 269 848 89,5 70,0
03 tmp 44 2,6 3,9 6,9 6,2 3,7 3,5 10,2
Korlug N 74 61 39 30 35 8 8 6
<005 No 597 228 287 60,0 673 87 10,5 30,0
tmp 4.4 2,6 3,9 6,9 6,5 2,9 3,5 10,2

Qeyd: x2=161,255;d = 14; p < 0,001

Umumi naticolora asasan, usaqlarin comi 2%-do normal gérmoa (> 0,3) qeydo
alimmigdir. Normal gérmo gostoricilori nisbaton anadangslmo goz almasinin
inkisaf qiisurlar1 (6,5%) olan qruplarda miisahids olunmusdur.

Zoif gormo (0,05-0,3) hallar1 iimumi hallarin toxminan 66%-ni togkil etmisdir vo
bu gostarici refraksiya patologiyalar1 vo ¢opgozliik (89,5%), tor qisa distrofiyalari
(75,0%), biillurun anadangslmo patologiyasi (70,6%) kimi qruplarda stiinliik
toskil etmisdir.

Korluq (< 0,05) hallar1 iso timumi hallarin toxminan 32%-ds qeydo alinmisdir.
Korluq hallarinin daha yiiksok oldugu patologiyalar sirasinda anadangolmo goz




almasinin inkisaf qiisurlart (67,3%), anadangalma qlaukoma (60,0%), vo gérma
sinirinin anadangalma patologiyasi (59,7%) aparici yer tutur.

Statistik giymetlondirma noticosindo gérma itiliyinin diaqnoz qruplari {izro
forglori shomiyyatli olmusdur (Pearson x> = 161,255; df = 14; p < 0,001), bu da
qohum nikahdan dogulmus usaqlarda irsi patologiyalarin gérma funksiyasina tosir
doracasinin patologiyanin ndviindon asili olaraq doyisdiyini tosdiq edir.

Miizakira

Qohum nikahlarinin irsi xastaliklorin, xiisusilo do autosom-resessiv Gtiiriilon
gbz patologiyalarinin yayilmasinda miithiim rol oynadigi bir ¢ox Olkoalordo
aparilmis todqiqatlarda gostorilmisdir. Yaxin Sorq, Conubi Asiya vo Simali Afrika
Olkolorinds aparilan epidemioloji arasdirmalar gohum nikahlarinin yiiksok oldugu
populyasiyalarda irsi g6z xostoliklorinin vo usaq korlugunun daha genis yayildigini
tasdigloyir. Bu baximdan, toqdim olunan tadqiqatin naticalori beynalxalq
odobiyyatla uygunluq toskil edir [10, 11].

Tiirkiys, iran vo Pakistan kimi &lkalords aparilmis klinik tadgigatlarda qohum
nikahdan dogulmus usaqlarda anadangolmo glaukoma, tor qisa distrofiyalari,
anadangolmo katarakta vo goz almasinin inkisaf qiisurlarinin aparici patologiyalar
sirasinda oldugu bildirilmisdir. Bu islords do gérma itiliyinin agir pozulmalar: vo
korluq hallarmin yiiksok paya malik oldugu vurgulanmisdir [12 — 14]. Aparilan
todqiqatda korlugun asason anadangolmo gdz almasinin inkisaf qiisurlar1 (67,3%),
anadangalma glaukoma (60,0%) vo gorma sinirinin anadangalma patologiyalari
(59,7%) zaman1 geydo alinmast homin 6lkolordo aparilmis oxsar arasdirmalarin
noticalari ila list-iisto diisiir.

Yekun

Aparilan todqigat gostormisdir ki, qohum nikahdan dogulmus usaqlarda irsi géz
xastoliklori gérmo funksiyasinin ciddi pozulmalari ilo miisayist olunur. Miiayina
olunan usaqlarin yalmiz 2%-indo normal goérmo geyds almmusdir ki, bu da irsi
patologiyalarin yiiksok funksional itki yaratdigini1 gostorir.

Statistik tohlil gérmo itiliyinin miixtolif diaqnoz qruplari iizro ohomiyyatli
doracads forqlondiyini gostormisdir (p < 0,001), bu da gohum nikahdan dogulmus
usaglarda géormo funksiyasinin pozulma doracasinin irsi g6z xastaliyinin nozoloji
formasindan asili oldugunu tosdigloyir. ©lds olunan naticolor qgohum nikahlarinin
irsi goz xostaliklorinin agir formalarinin formalasmasinda miihiim risk faktoru
oldugunu gostorir vo bu qrup usaqlarda erkon genetik maslohot, oftalmoloji
skrining vo vaxtinda tibbi miidaxilonin zoruriliyini osaslandirir.

Acgar sozlor: gohum nikahi, irsi goz xastaliklori, gormo itiliyi
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Introduction

Childhood blindness accounts for approximately 4% of global blindness
worldwide. An estimated 19 million children suffer from visual impairment, of
whom 1.4 million are blind. Notably, nearly 50% of childhood blindness is caused
by preventable or treatable conditions [ 1, 2]. Visual impairment and blindness affect
children both directly and indirectly by limiting their educational opportunities
and overall development [3].

Consanguineous marriage is one of the major factors contributing to the
increased prevalence of genetic disorders. More than 20% of marriages worldwide
are consanguineous, and at least 8.4% of children are born from such unions [4].
The prevalence of consanguineous marriages varies significantly across countries,
ranging from 0.56% in the United Kingdom, 0.36% in the Netherlands, and 0.90%
in Sweden to 31.10% in Tiirkiye, 48% in India, 44.4% in Jamaica, 54.3% in
Kuwait, 42% in Iran, and 55% in Pakistan [5 — 9].

Ocular disorders associated with consanguineous marriages often present as
part of syndromic conditions [10], including:

* congenital glaucoma;

* congenital strabismus;

» congenital cataract;

 retinitis pigmentosa and other retinal dystrophies;

» ocular and oculocutaneous albinism;

* congenital ocular malformations, aniridia, and uveal colobomas.

Purpose — to analyse the impact of hereditary eye diseases on visual function
across different diagnostic groups in children born from consanguineous marriages.

Material and Methods

This study analysed the examination results of 409 children diagnosed with
hereditary eye diseases who were evaluated by the Medical Expert Commission
(MEC) at the National Centre of Ophthalmology named after Academician Zarifa
Aliyeva between 2019 and 2023. All children included in the study were born from
consanguineous marriages. Statistical analysis was performed using SPSS version
26. A comprehensive ophthalmological examination was conducted, including
visual evoked potentials (VEP) to assess visual function. Diagnoses were classified




according to the International Classification of Diseases, 10th Revision (ICD-10),
based on nosological groups of ocular pathology.

Results

The study evaluated the impact of hereditary eye diseases on visual acuity in
children born from consanguineous marriages and determined the distribution of
normal vision, low vision, and blindness according to morphological forms of
pathology. Table 1 presents a comparative analysis of visual function status across
different hereditary ocular pathologies and correlates the findings with the clinical
course of each condition.

Table 1. Visual function status in children born from consanguineous marriages with hereditary

eye diseases
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Normal N 0 6 1 0 3 6 0

=03 N% 00 22 07 00 58 6.5 0.0 0.0
tmp . 09 07 . 3.2 2.6 .

Low N 50 201 96 20 14 78 68 14

0,05-0,3 N% 403 750 706 400 269 848 895  70.0
tmp 44 26 39 69 62 3.7 3.5 10.2

Blindness N 74 6l 39 30 35 8 8 6

<0,05 N% 597 228 287 600 673 87 105 300
smp 44 26 39 69 65 2.9 3.5 10.2

Note: x2=161.255; d = 14; p < 0.001

Based on the overall results, normal visual acuity (> 0.3) was observed in only
2% of'the children. Relatively higher rates of normal vision were found in children
with congenital ocular developmental anomalies (6.5%).

Low vision (0.05-0.3) accounted for approximately 66% of all cases and was
most prevalent among children with refractive errors and strabismus (89.5%),
retinal dystrophies (75.0%), and congenital lens pathologies (70.6%).

Blindness (< 0.05) was identified in approximately 32% of cases. The
highest prevalence of blindness was observed in children with congenital ocular
developmental anomalies (67.3%), congenital primary glaucoma (60.0%), and



congenital optic nerve pathologies (59.7%).

Statistical analysis revealed significant differences in visual acuity across
diagnostic groups (Pearson’s > = 161.255; df = 14; p <0.001), indicating that the
severity of visual impairment in children born from consanguineous marriages
varies depending on the specific type of hereditary eye disease.

Discussion

Numerous international studies have demonstrated that consanguineous
marriages play a crucial role in the increased prevalence of hereditary diseases,
particularly autosomal recessive ocular disorders. Epidemiological studies
conducted in the Middle East, South Asia, and North Africa have confirmed a higher
prevalence of hereditary eye diseases and childhood blindness in populations with
high rates of consanguinity. In this context, the findings of the present study are
consistent with international literature [10, 11].

Clinical studies from Tirkiye, Iran, and Pakistan report that congenital
glaucoma, retinal dystrophies, congenital cataract, and congenital ocular
malformations are among the leading ocular pathologies observed in children born
from consanguineous marriages. These studies also highlight a high prevalence
of severe visual impairment and blindness [12 — 14]. The present study similarly
demonstrated that blindness predominantly occurred in children with congenital
ocular developmental anomalies (67.3%), congenital primary glaucoma (60.0%),
and congenital optic nerve pathologies (59.7%), aligning with findings reported in
these countries.

Conclusion

The present study demonstrates that hereditary eye diseases in children born
from consanguineous marriages are associated with severe impairment of visual
function. Normal visual acuity was observed in only 2% of the examined children,
indicating a substantial functional loss caused by hereditary ocular pathologies.

Statistical analysis revealed significant differences in visual acuity across
diagnostic groups (p < 0.001), confirming that the degree of visual impairment
in these children depends on the specific nosological form of the hereditary eye
disease. The findings indicate that consanguineous marriages represent a major
risk factor for the development of severe hereditary eye diseases and underscore
the necessity of early genetic counseling, ophthalmological screening, and timely
medical intervention in children born from consanguineous unions.
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