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Annotatsiya: Ushbu magolada xromosoma aberratsiyalari tushunchasi,
ularning turlari, kelib chigish sabablari hamda inson salomatligiga ko ‘rsatadigan
ta’siri batafsil yoritilgan. Xromosoma aberratsiyalari xromosomalarning soni yoki
tuzilishida yuzaga keladigan genetik o ‘zgarishlar bo ‘lib, ular hujayra bo ‘linishi
Jjarayonidagi buzilishlar natijasida paydo bo ‘ladi. Mazkur genetik o ‘zgarishlar
embrional rivojlanishning buzilishi, tug ‘ma nugsonlar, irsiy kasalliklar va turli xil
genetik sindromlarning kelib chigishiga sabab bo ‘lishi mumkin.

Magolada xromosoma aberratsiyalarining asosiy turlari — son
aberratsiyalari  (aneuploidiya, poliploidiya) va tuzilmaviy aberratsiyalar
(deletsiyalar, duplikatsiyalar, inversiyalar va translokatsiyalar) ilmiy asosda
tavsiflangan. Shuningdek, ushbu aberratsiyalarning yuzaga kelishiga ta’sir etuvchi
omillar, jumladan ionlashtiruvchi nurlanish, kimyoviy moddalar, viruslar, atrof-
muhitning ifloslanishi hamda irsiy moyillik masalalari tahlil gilingan.

Magolada xromosoma aberratsiyalarining klinik ahamiyati alohida yoritilib,
Daun, Terner va Klaynfelter sindromlari misolida ularning inson organizmiga
ko ‘rsatadigan salbiy ta’siri ochib berilgan.

In this article, the concept of chromosomal aberrations, their types, causes

of origin, and their impact on human health are described in detail. osomal

aberrations are genetic changes that occur i
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chromosomes and arise as a result of disturbances during the process of cell division.
These genetic changes can lead to impaired embryonic development, congenital
anomalies, hereditary diseases, and the formation of various genetic syndromes.

The article scientifically characterizes the main types of chromosomal
aberrations — numerical aberrations (aneuploidy, polyploidy) and structural
aberrations (deletions, duplications, inversions, and translocations). In addition,
factors contributing to the occurrence of these aberrations, including ionizing
radiation, chemical substances, viruses, environmental pollution, and hereditary
predisposition, are analyzed.

The clinical significance of chromosomal aberrations is highlighted, and
their negative effects on the human body are demonstrated using the examples of
Down syndrome, Turner syndrome, and Klinefelter syndrome.

B oannoti cmamve nodpobno paccmompeHnvl nousmue XpoMOCOMHBIX
a6eppauuﬁ, ux euabz, NPUYUHbL B03HUKHOBEHUA U 6ITUAHUE HA 300p06be YyenoeeKkda.
Xpomocomuvie abeppayuu npeocmasiaiom cobou 2ceHemuvecKue UIMeHeHUs,
603HUKAOWUe 6 pesylbmame HAPYWEHRUA YUcia ujiu CmpyKmypbl XPpOMOCOM U
O6yCJZOG‘JZ€HHble coosamu 6 npoyecce oelleHust Klemok. Omu 2eHemudeckue uamMeHeH s
Mo2ym Npugooums K HAPYUEHUAM IMOPUOHATILHO20 PA38UMUsL, BPONCOEHHBIM
nopokam, HACIeOCMBEHHbIM  3A001e6AHUIM u 603HUKHOBCHUIO  pA3TUYHbLIX
ceHemudyecKkux CMH@pOMO@.

B cmamuve ¢ HayllHOIZ MOYKU 3PEHUS OXaAPAKMEPU3OBAHbL OCHOBHbLE 8UObL
XPOMOCOMHBIX abeppayuii — Yuciosvie abeppayuu (aneyniouous, NOIUNIoOUOUs) u
cmpyKkmypHvle abeppayuu (Oereyuu, OYNIUKAYUU, UHBEPCUU U MPAHCIOKAYUL).
Taxorce NPpOAHAIUIUPOBAHDL d)akmopbz, Cl’lOCO6CI116yi0LI4u€ B03HUKHOBEHUIO OAHHBIX
a6eppauuu", BKJIIOYAAl UOHU3UpYIOWee U3NYUEeHUE, XUMUUYeCKue eeuiecmed, e6upycaol,
3aeps3HeHue oKpycaroweli cpedvbl U Hacie0CMBeHHYI0 NPeopPacnoOHNCeHHOCHb.

000606 GHUMAHUE y()eﬂeno KIUHUYECKOM) 3HAYEHUID XPOMOCOMHbBIX

a6eppauud, a uUx HezamueHoe 6GHUAHUe HA OpcaHUu3m 4eloseKkad pacCMOmMpeHO HdA

npumepe cunopomos layna, Tepuepa u Knaiingen
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Kalit so’zlar:xromosoma aberratsiyalari, genetik o0 Zzgarishlar, son
aberratsiyalari, tuzilmaviy aberratsiyalar, aneuploidiya, poliploidiya, trisomiya,
monosomiya, hujayra bo ‘linishi buzilishi, irsiy kasalliklar, tug ‘ma nugsonlar, Daun
sindromi, Edvards sindromi, Patau sindromi, Terner sindromi, Klaynfelter sindromi,
tibbiy-genetik maslahat, prenatal diagnostika.

Kirish:

Xromosoma aberratsiyalari — inson genetik apparatida yuz beradigan
chuqur va murakkab o ‘zgarishlar . Trisomiya va monosomiya kabi son o zgarishlari
insonning jismoniy hamda aqliy rivojlanishiga bevosita ta’sir etib, hayot sifati va
davomiyligini keskin pasaytiradi. Daun, Edvards va Patau sindromlari xromosoma
aberratsiyalarining inson hayotiga ganchalik chuqur ta’sir ko ‘rsatishini yaqqol
namoyon etuvchi misollardir. Tibbiy-genetik maslahat va ilg ‘or diagnostika usullari
irsiy kasalliklar xavfini kamaytirish hamda sog ‘lom avlodni shakllantirishda muhim

o ‘rin tutadi.

1. Daun sindromi
Daun sindromi — bu 21-xromosomaning uch nusxada bo ‘lishi natijasida

yuzaga keladigan genetik kasallik bo ‘lib, inson

Trisomy 13

rivojlanishida turli xil fiziologik va aqliy

Small head

o ‘zgarishlarga sabab bo ‘ladi.

21-xromosomaning ortiqcha ( . bo ‘lishi
Bu holat trisomiya 21 deyiladi
Xromosoma formulasi: 47, XX, w421 yoki

47, XY, +21
2. Klaynfelter sindromi
Klaynfelter sindromi — erkaklarda qo ‘shimcha X xromosoma mavjudligi
(47,XXY) bilan tavsiflanadigan genetik o ‘zgarish bo ‘lib, jinsiy rivojlanish va
reproduktiv tizim faoliyatiga ta’sir giladi.

47, XXY
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Bu — jinsiy xromosomalar trisomiyasi

3. Edvards sindromi

Edvards sindromi — 18-xromosomaning
trisomiyasi natijasida kelib chigadigan og ‘ir genetik

kasallik bo ‘lib, organizmning jismoniy va aqliy

rivojlanishiga sezilarli ta’sir ko ‘rsatadi.

Trisomiya 18

Xromosoma formulasi: 47, XX, +18 yoki 47, XY, +18

4. Patau sindromi

Patau sindromi — 13-xromosomaning trisomiyasi bilan tavsiflanadigan
genetik sindrom bo ‘lib, embrional rivojlanish va organizmning hayotiy tizimlariga
Jjiddiy ta’sir qiladi.

Trisomiya 13

Xromosoma formulasi: 47, XX, +13 yoki 47, XY, +13

5.Shershevskiy—Terner sindromi

— Bu xromosomal kasallik bo‘lib, qiz
bolalarda uchraydi. |

Asosiy sababi: bitta X xromosomaning

yetishmasligi.

Xromosoma formulasi (kariotip)
45, X

(bu — monosomiya X)

Son aberratsiyalari: xromosoma sonining me’yordan ko‘p yoki kam bo‘lishi.
Masalan, aneuploidiya va poliploidiya.
Tuzilmaviy aberratsiyalar: xromosoma bo‘laklarining yo‘qolishi, ko‘payishi

yoki joylashuvining o‘zgarishi. Masalan, deletsiya, duplikatsiya

ersiyva va

translokatsiyalar.
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Xromosoma aberratsiyalari inson salomatligiga katta ta’sir ko‘rsatadigan
genetik omillardan biridir. Ularni chuqur o‘rganish, erta tashxislash va profilaktika
choralarini kuchaytirish irsiy kasalliklarning oldini olishda muhim ahamiyatga ega.
Tibbiy-genetik maslahat va zamonaviy diagnostika usullari sog‘lom jamiyatni
shakllantirishda asosiy vositalardan hisoblanadi.

Xromosoma aberratsiyalarini erta aniglash va oldini p
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olishda tibbiy-genetik maslahat muhim rol o°‘ynaydi. J L@Q

Homiladorlikni rejalashtirish davrida yoki irsiy kasallik xavfi .- % Gm___,
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mavjud oilalarda genetik maslahat zarurdir. Prenatal diagnostika
yordamida homilada xromosoma nugsonlarini erta aniglash mumkin, bu esa
kelajakda sog‘lom avlodni ta’minlashga xizmat qiladi.

Xulosa

Xromosoma aberratsiyalari inson salomatligiga bevosita va jiddiy ta’sir
ko‘rsatadigan genetik hodisalardan biridir. Daun, Klaynfelter, Edvards va Patau
sindromlari kabi genetik sindromlar xromosoma aberratsiyalarining inson hayoti va
rivojlanishiga qanday ta’sir qilishini yaqqol namoyon etadi.Shu bois xromosoma
aberratsiyalarini o‘rganish, ularning yuzaga kelish mexanizmlarini aniqlash va erta
diagnostika usullarini qo‘llash bugungi tibbiyot va genetika fanlarining dolzarb
vazifalaridan biridir. Tibbiy-genetik maslahatlar, prenatal diagnostika va profilaktik
choralar orqali irsiy kasalliklar xavfini kamaytirish, sog‘lom avlodni shakllantirish
va inson salomatligini yaxshilash mumkin.
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