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AHHOTaumMA: MakanaHblH «TyKbIM KyaJalWTbiH 63reprilTik )XaHe MyTauuns »
MacCesieCiHe apHanfaH anfawkbl 6eniMiHOe TYKbIM KyaslalTblH MaTONOMUSAHbIH,
FeHOiK XX9He XPOoMOCOMasblK TYypJiepiHiH 3TUONOrnMAChl, NaToreHesi XXaHe
KepiHicTepi TanpgaHagbl. MakanaHblH eKiHWi 6eniMiHAe >KbIHbICTbIK
XpoMoCOoMasapAblH aHOManuanapbl, TYKbIM KyananTtblH 6enimpiniri 6ap
aypynap, Tya OiTKeH OaMy KeMICTiKTepi, COHAaNn-aK TYKbIM KyaslaWTbIH
naTonorvanapabl AnarHocTukanay, eMmaey »XaHe anfblH any aficTtepi Typanbl
3aMaHayun ManiMeTTep KapacTbipbliagbl. Makanaga myTtauusanap, onapablH,
FreHAiK, XpOMOCOMaJIblK XX9He reHOMAbIK Typhaepi cunaTtTanagbl. CoHaan-ak,
MyTauuanapabliH CNOHTaHAbl (Tabufu) XXoHe mHAyuuanaHfaH (KacaHAabl)
XOoNMeH nanmpaa 6ony mMmexaHusmpaepi TyciHAipinepni. MyTareHpik
hakTopnapabliH (hUsnkKanblk, XUMUATbIK X3He BMonornsanblk) af3afa acepi
KapacTbIpbl/biN, OflapAblH FreHeTUKaNblK TYPaKTbI/IbIKKa TUFI3eTiH biknasbl
TangaHaabl.

AHHOTaLUMA:
B nepBon 4acTwu cTaTbu, NocBAweHHOW npobneme «HacnepcrTtBeHHas
N3MEHYMBOCTb U MyTauMnU», pacCMaTPUBAIOTCA ITUOJIOMNA, NaTOreHes un

KINHNn4YeCcKne npodaBsyieHnd HacsiegCTBEeHHbIX (DODM naTosiornn, BKJIOYHaA
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FEHHbIE U XPOMOCOMHbIE HapylleHUs. BTopas 4acTb CTaTbW COOEPXUT
CoBpeMeHHble cBefeHUs 06 aHOMannsx NosoBbIX XPOMOCOM, 3abosieBaHMsAX C
HacneaCTBEHHOM NpPeapacrnosioXXEHHOCTbIO, BPOXKAEHHbIX MOPOKAX Pa3sBUTUS,
a TakXxe MeToZlax AMArHOCTUKW, JIeYEHUS U NPOMUNAKTUKM HACeaCTBEHHbIX
3aboneBaHuin. B cTaTbe ONUCLIBAOTCA MyTaLMWN, UX FE€HHblE, XPOMOCOMHbIE U
FreHOMHble BUAbl. Tak)Xe O0O0bSACHSATCA MeXaHW3Mbl CMNOHTAHHOrO
(ecTecTBEHHOro) U MHAYLUMPOBAHHOIMO (MCKYCCTBEHHOr0) BO3HUKHOBEHUS
MyTauuin. PaccMaTpuBaeTCa BAMSHUE MYyTareHHbIX DakTOPOB (hU3nNYeckux,
XVUMNYECKUX N BNONIOrMYECKNX) HA OpPraHnU3M, a TakXXe Ux Bo3AeNcTBMe Ha
reHeTUYeCKy CTabusbHOCTb.

Annotation:

The first part of the article, dedicated to the issue of «Hereditary Variability and
Mutations,» examines the etiology, pathogenesis, and clinical manifestations of
hereditary pathologies, including gene and chromosomal disorders. The second
part of the article provides up-to-date information on sex chromosome
anomalies, diseases with hereditary predisposition, congenital developmental
defects, as well as methods for diagnosing, treating, and preventing hereditary
diseases. The article describes mutations and their gene, chromosomal, and
genomic types. It also explains the mechanisms of spontaneous (natural) and
induced (artificial) mutation occurrence. The impact of mutagenic factors
(physical, chemical, and biological) on the body and their effects on genetic
stability are analyzed.

Kint cespep: MyTauusnap, reHaik myrtauumsnap MeH aypynap,
XpoMocoManblk abeppaunsnap MeH aypynap.

KnwouyeBble cnoBa: MyTaLWW, FeHHble MyTauum m 3aboneBaHus,
XPOMOCOMHble abeppauun n 3abonesaHus.

Keywords: mutations, gene mutations and diseases, chromosomal
aberrations and diseases.

Kipicne:

Kep b6eTiHperi 6apnblk Tipwinik dopmManapbiHbIH, 3BONOLUACHI €Ki ipreni
KacneTke TYKbIMKYanayLwblblK neH e3repriwTikKe
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HerizgenreH.TyKbIMKyanayLlblJiblK - OpraHuU3MHiH, 6enrinepiH cakTan, onapabl
yprnakka bepy kacueTi, coHAal-ak onaphblH XeKe gaMy epekllenikTepiH
HaKTbl OpTa XafgannapbiHaa 6afgapnamanay kabineti. OcblgaH, AeHCAYbIK
neH aypy (naTonorusnblk XKafnan) TYKbIMKYaiayLblJblK XX9He KopluafaH opTa
thakTop/lapbIHbIH 63apa speKeTTecCyiHiH HaTuXeci 6onbin Tabblnagbl.

TykbiMKyanay - 6enrinep Typanbl reHeTUKanblk aknapaTTbiH 6epiny
Npoueci, 011 XbIHbICTbl Kebelo KesiHae rameTanap apKbijbl, as XbIHbICCbI3
kKebetoge coMaTUKabIK XKacyLlanap apkblJbl XKy3ere acagbi.

O3repriwTiKk - OpraHN3MHIH aTa-aHaCblHaH epekLweneHeTiH XaHa benrinep
MeH >XekKe faMy epeKkleniKTepiH neneHy KacueTi. ©3repriwTik PeHOTUNTIK

(TYKbIM KyaslaMaWTblIH) XX3He reHOTUNTIK (TYKbIM KyananTbiH) 6onbin 6eniHeni.

(]

Erep xaHa 6enrinep TykbiM KyananTblH 60sica, onap TYpPAiH 3BOJIOLUACHI
YLWiH Heri3 6ona ananbl.PeHOTUNTIK 63repriwTik Ke3iHae TyYKbIM KyaslalTbIH
MaTepuan esrepmMmengi, TeK opraHnsmMHiH, 6enrinepi esrepeni. byn e3repictep,
TiNTi y3akK Mep3iMAai HeMmece KanTaslaHfFaH acepnepaeH KeniH ge, ypnakka
bepinmenai.

Mogoudukaunanelk e3repriwTik - 6yn peHOTUNTIK e3repicTtep, oslapiblH,
ANKbIHObINbIFbl PeakLuns HOPMacCbhIHbIH WeriHeH woeiknanabl. Moonpukaynanblk
e3repriwTik acipece opraHU3MHiH KopLlafaH opTa (hakTopsapbiHbIH 63repyiHe
peakunacbl Ke3iHAe alkblH KepiHendi. Mbicanbl, 9pTypai reorpaduanbik
anMakKTapha eMip cypy Xafaannapbl, KYH pagnaunsacbiHblH, KapPKbIHAbIIbIFbI,
TaMakKTaHy epeKkweniktepi xoaHe 6backa pa dakTopnap. XKann.l,
MOONUKAUUANBIK 63repriwTikTiH 6enimgenywinik (aganTmMBTIK) MaHbI3bl bap.

Heri3ri 6benim

KenTereH aypynapabiH cebebi myTaumsanap 6onbin Tabbinagbl - onap
reHaepAaiH, XpoMocoManapablH, KYpPblsibiMbIHbIH, 6y3bllybl HEMECe oslapAblH,
CaHblHbIH, ©3repyiMeH 6anmnaHbICTbl.«MyTaunsa» TepMUHI eKi MafblHaga
KONOaHbllafbl: KEH »XX9He Tap MafblHada.KeH MafblHaga, MyTaunsa 6apibik
reHeTUKasiblK MaTepuanfa KaTbiCTbl KOJIAaHbINaObl (HykneoTnatep Xybbl, reH,
LWCTPOH, annenbnep, XpoMmocomanap, SAPOJbIK XOHE MUTOXOHAPUSAIbIK
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reHom).

Tap MafblHada, MyTauusa TekK reH geHreniHgeri esrepictepai 6inaipeni (byn
XafFpoanpga XxXpoMocoManblk e3repictep «abeppaunsa» TepMUHIMeH
aTanagbl).MyTareHTTep (KoHe oslap TyAblpaTbiH MyTauuanap) WblfFy TeriHe
BanmnaHbICTbl 3HOOrNEeHAiK >X9HEe 3K30reHaik, an TabufaTblHa Kapawn

dur3nKanblk, XUMUANbIK XaHe buonorunansik 6onbin beniHea.

DK30reHAik MyTareHTTep - CbIpTKbl OopTa (akTopsapbl (MbiCanbl,
pagvaunsanblK CayNeNeHy, aJKWanpiaeylwi areHTTep, TOTbIKTbIpFbiLTaPp,

KenTereH BupycTap).

DHOOreHAIK MyTareHTTep - af3a TIPWIiNiK SpeKeTiHiH HRTMXeciHOe nanaa
bonagbl (MbiCanbl, MyTaunanap 6oc pagunkangap MeH nunonepokcmaaumns
OHIMOepiHiH 9cepiHeH Nanaa 60sybl MYMKIH).

dunsnKanblk MyTareHTTep - NOHAAYLWbl CayneneHy (peHTreH caynenepi, a-,
B-, y-coynenep, HENTpPoOHOap, PaOANOaKTUBTI paauni, pagoH, KaJMn XXaHe
KeMIipTeK M30TOMNTapbl, YAbTPAKYAriH caynenep xaHe 1.6.). CoOHbIMEH KaTap,
eTe XOfapbl HeMece eTe TOMeH TeMmrnepaTypajsap Aa MyTauusa Tyabipybl

MYMKIiH.

XUMNANbIK MyTareHTTep - eH Ken TapanfaH Ton. Onapfa MblHanap
»aTaabl:KywTi TOTBIKTbIPFbIWLTAap MeH KaJinblHa KenTipriwTep (Mbicansl,

HUTpaTTap, HUTpUTTep, benceHai oTTeri hopmanapsl).

Buonorusanblk MyTareHTTep - BUpYycTap (Kbi3blJila, Kbi3aMblK, TYMay XXaHe
T.6.), Kenbip MnkpoopraHnMaepaiH MmetTabonnTTepi HEMEce aHTUreHaepi.

XpoMmocoMmanbiKk MyTauuanap (abeppauunanap)

XpoMmocoMmanbliKk MyTauusanap (adbeppauumanap) - 6yn xekenereH
XpoMocoManapAblH KYpblIbIMbIHAAFbl aHOManuanap, reHgepaiH CaHblHbIH,
HemMece OopHafacCyblHblH, 63repyimMeH cumnaTTanaabl. byn kKesge reHpgepperi
HykneoTuaTep Tidberi speTTe e3repmengi. XpoMocomMagafbl reHeTUKasbiK,
ancbanaHc, sgeTTe, af3aHblH, JaMyblHa 3UAHOblI 9Cep eTeni.XpoMoCoMasblK
abeppaunanapabiH yw Herisri Typi 6ap: iwkKiLupoMocoManbliK, apacbiHAafFbl
)X9He u3oxpoMocoMmanbiKk abeppauusanap.
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lwki xpoMmocoMmanbiK abeppauuanap - Tek 6ip xpomocoma WeriHae
bankanagbl. Onapfa peneuuanap, MHBepcUusasiap >XKaHe aynaukKauuanap
»KaTagbl.

Heneuns - xpoMocoMaHblH 6ip 6eniriHiH (iWKi Hemece TepMUHanNabl)
oFanybl. byn ambpunoreHesgiH 6y3bislybiHa XX9He AaMy aHOMaNUANAPbIHbIH,
nanpga 6onyblHa 9Kenyi MyMKiH. MbiCanbl, 5-XpOMOCOMaHbIH KbiCKa WbIK,
anMafblHOafbl geneunsa (5p-) kemenpiH, gaMmbiMayblHa, XXYPEK akKaynapbliHa
XKOHE aKbl-on KeMicTiriHe ceben 6onagbl. bByn CMHAPOM «MbICbIK »blflaybl»
cCuHopoMmbl gen aTanapabl, cebebi Kemen aHomManusacbiHa 6annaHbICTbI
GananapabiH XblNlaybl MbICbIKTbIH MUslyJlafaH AaybiCbiHA YKCangbl.

NHBepcna - xpoMocoMaHblH Bip 6enirinin, 180° 6ypbinbin, 6bacTankbl OpHbIHA
KanTa Kipyi, byn reHgepaiH, opHanacy peTiH by3aabl

Aynnnkaums - XpoMocoMaHbIH, 6ip beniriHiH, kanTanaHybl (kebetoi). Mbicansl,
9-XpOMOCOMaHbIH, KbiCKa MWblIFbIHOAFbl TPUCOMWUSA MUKpouedannara,
dur3nKanblK, NCUXUKabIK XXOHE aKbl/1-OM AaMYybIHbIH TeXesyiHe afnbin Keneai.

Apanblk XpoMocoManbik abeppauyunsanap - 6ip-bipiHe romonorTel emec
XpoMocCOoMasiap apacbiHOafbl hparMeHTTEp anmacybl. byn abeppauunsanap
TpaHC/oKaumsanap gen atananbl.

1.PeunnpoKTbl TpaHC/OKaUMsa - eKi XpoMoCcoMa apacbiHAafbl (pparMeHTTEp
asimacysl.

2.PeunnpokTbl emec TpaHcnokaumsa - Bip XpoMoCOMaHbIH, pparMeHTIiHIiH,
backa xpomocomMa¥fa bepinyi.PobepTCOHAbIK TpaHCOKaLMA - €Ki aKpOLLEeHTPAIK
XPOMOCOMaHbIH, LeHTpoMepa aMMaFblHAA KOCbIJbIM, KblCKA WbIKTapbIHbIH
XOFanyblMeH cunaTTanagbl. HoaTuxeciHoe eki akpOouUeHTpiK XpoMocoMa
OpHblHa Bip MeTaueHTpPNiK XpoMocoMa Ty3ineai.

3./130xpomocoManbik abeppaumnsnap - eki TypJai XpomocoMaHbIH Bipaen,
BGipak amHanbl OopHasnackaH parMeHTTepiHiH Ty3inyi. byn ueHTpomepa
apKblJibl XpPOMaTUATEPLIH KeNOEHEH Xapbllybl H3TUXeciHOe Nnanga bonagsbl,
COHObIKTaH 0J1ap LEeHTPJIiK KOCbI1y Aen Te aTananbl.
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FeHOMAbIK ©3repicrep

feHOMAOBbIK, MyTaunmnaiaap XpoOMOCOMa CaHbIHbIH, e3repyiMeH CnMnaTTanaibl.
Apampga nonavniaonans (TETpaI'IJ'IOVI,D,VIﬂ, TpI/II'IJ'IOVI,D,VIﬂ) XoHe aHeyrnJongnmd

Bankanybl MyYMKiH.

e [lonunaongna - rannonaTbl XUbIHTbIKKA eCefleHreH XpoMocoMa
CaHbIHbIH Kebetoi (3n, 4n, 5n xaHe T. 6.). OHbIH Heri3ri cebenTepi -
KOCapJlaHFfaH ypbIKTaHy XaHe bipiHWwi Meno3ablk 6eninyniH 6on1mMaybl.
AnamMmpaa nosnnIouans XXaHe KenTereH aHeynionansa Typrepi
neTanbAbl (eniMmre akenemni).

o AHeynonansa - oUNJAONATbIK XUbIHTbIKTaFbl XPOMOCOMa CaHbIHbIH
apTybl (TpucomMmna) Hemece Kkemyi (MOHOCOMUSA), AFHN ranaonaThbl
XXUbIHTbIKKA eceslik emec e3repic (2n+1, 2n-1 xaHe T. 6.).
AHeynnongnsa eki MeXaHN3MHiH HaTMXXecCiHae nanaa 6onagbl:

1. XpoMocoManapablH a)kblpamMaybl - aHada3a Ke3iHae 6apnbik
XpomocoManap bip nontocke XblKnabl, HOTUXeciHae 6ip rameTa
apTbIK XpOMOCOMaFfa ne 6onanbl, an ekiHWici OHbl MyAEM afiManabl.

2. «AHaha3anblk Kewiry» - aHaga3sa kesiHae 6ip xpomocoma bapibik
BbackanapblHaH apTTa Kanbin, 6eniHy KesiHae Xofanagbl, 6byn
aHeyrnonanafa akenegi.

TpucoMmnsa - yw roMosiIorTel XpOMOCOMaHbIH, Bonybl:21-xpoMocomMmaaa - ayH
CUMHOpOMBbI,18-xpoMocoMada - 24Bapac cMHApPOMbl, 13-xpomMocomana - lNMaTay
CUHAPOMBI.

MoHocomMus- 6ys roMoNorThbl €Ki XpoMoCOMaHbIH, bipeyi FaHa 6osybiMeH
cunaTTasaTblH reHoMAblK MyTauumsa. AyTocoManap 6oMbiHWa MOHOCOMUS
3MOPUNOHHBIH, KaNbIiNTbl AaMyblHa MYMKIHAIK 6bepMengi, AFHKU eniMre akenegi.
Apampaa eMipMeH ywnneciMmai »asfbl3 MOHOCOMUA -X-XpoMoCcOoMa BonbiHLWIA
MoHocomusa (45, X0), on WepeweBCcknn-TepHep CUHAPOMbIHbLIH, AaMyblHa
ceben 6onapgsbl.

TYKbIM KyaslauTblH ©3repriwTik neH MyTauusanapabiH, MeauuuHanbiK
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MaH,bi3bl

TyKbIM KyanalTblH ©3repriwTik NneH MyTauusanap ajgamMm reHoMblHOafbI
KYPbIJIBIMAbIK »X3He (MYHKUWMOHaNAObIK e3repictepfiiH HerisiHoe »aTkKaH
MOJIeKYanblK-reHeTuKanblk npouectep 6onbin Tabbinagbl. OnapabiH,
MeOANUNHANbIK MaHbl3bl TYKbIM KyasllalTblH aypyJsapAblH, naToreHesiHge,
OHKoreHesge, @GapMakoreHeTmkKkaga, reHAOiK Tepanuaga >XaHe
NMMMYHOreHeTuKaga KepiHic Tabaabl.leHAiIK, XPOMOCOMabIK XXOHE reHOMAbIK,
MyTaumnsaiap MOHOreHaik (MblCcanbl, MYKOBUCLUNA03, PEHUIKETOHYPUS) XKIHE
XxpoMocoManblk (OayH, TepHep, KnanmHdpenbtep cuHOApomMpapbl)
naTonormsnapnblH 3TUONOrNANbIK HeridiH Kypanabl. CoMaTuMKabIK
MyTauunanap OHKoreHaepAaih rmnepakTuBauUnsaCbiHA HeMece iCiK
cynpeccopylapblHblH MHaAKTUBaUMACbIHA anblN Kenin, KaTepnai iCik gamMyblH
bIHTanaHAblpaabl. MIMMyHOreHeTUKa canacblHOa MyTauusanap NHPEeKUUANbIK,
XKOHEe ayTOMMMYHAbIK aypyfnlapfa (OkKyneni Kbi3blJl XXeri, peBMaTonATbl apTPUT)
benimpinikTi aHbikTangbl. HLA >XyneciHiH nonuMmopdpmniMi MMMYHAbIK
XKayanTblH epeKkwenikTepiH KanbintacTblpaabl, an CCR5 myTaunsacel BUY

NHEKUNACBbIHA PE3UCTEHTTINIIKKE 3KeNyi MYMKIH.
KopbITbiHAbI:

TYyKbIM KyaslalTblH ©3repriwTik neH MyTauusnap - Tipi af3anapiblH
3BOJIIOUMACBIHAA WewWyLwWi pen aTKapaTblH Heri3ri pakTopnap. ©3repriwTik
»aHa benrinepain nanga 6onybliHa bikNana eTce, TYKbIM KyanayLlbiblK 6y
benrinepaiH Keneci ypnakTapfa bepinyiH KamTamacbi3 eTegdi. byn exi
MeXaHU3MHIH ynnecimai spekeTi apKblJibl MONyNAUMS iWiHOeri reHeTUKarsblK
QPTYPAINiK cakTanbin, af3anapablH, KoplwafaH opTafa benimpgeny kabineTi
apTagbl.

MyTaumnsanap 3BOJIIOUNSAHbIH, FeEHETUKAJIbIK HEri3iH Kypan OTbIpbIn, Tipwisik
opTacblHOafbl e3repictepre canmkec »xaHa 6emimpgeny KacmeTTepiH
KanbiNnTacTblpagbl. Onap Ke3nencok nanaa bonraHbiMeH, Tabufn cypbinTany
apKbibl Manganbl MyTauuanap cakTasbin, af3alapdblH eMipweHairi MmeH
kebewiHe MyMKiHAIK 6epeni. bByn npouecc yakbiT ©6Te Kefie XaHa TypaepaiH,
KanbiNTacyblHa, BMONOrnAnbIK SPTYPAINIKTIH apTyblHa XXOHE 3BOJIIOUMNSANBIK
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e3repictepaiH >anfacyblHa okenepi.Kasipri 3aMaHfbl 6uonorms MeH
MeaunUuMHada MyTauusanaphblH peni epekwe MaHbi3abl. MeanunHanNbIK
reHeTMKa TYKbIM KyananTbiH aypysaphbl 3epTTey XXaHe anfblH any YLWiH
MyTauusanapablH MexXaHU3MaepiH 3epTTendi, an bnoTexHoNorna MeH reHpaik

NHXXEeHEepPUS onlapAbl MakCaTThl TYPAE ©3repTy apKbijibl aypynapabl emageyre
KoHe XXaHa Nangansl benrinepai ambiTyFa biknana eTeai.
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