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IF'EHETUKO-2ITMAEMUOJOTI'NMYECKHUE UCCIEJOBAHUA
BPOXJIEHHBIX IUIATOJIOFI/II‘/IB ABYX ITOIIYJIAIUAX
ABEPBAUIZKAHCKOMU PECITIYBJIMKHA

I''A.AKIIEPOBA
bakunckuit I'ocyoapcmeennvtii Ynugepcumem

Ilposedenvl eenemuro-anudemuonozuieckue ucciedosanus Hacerenus Caamiuncko2o u
Canvanckoeo paiionos Azepbatioxcana Ha npedmMem COCMABIeHUs Pecucmpad HAC1e0CMEeHHbIX
3a0601€8aHULL U BPOIHCOCHHBIX NOPOKOS8 pazeumus. 4acmomy 8po#cOeHHbIX aHOMANUL onpede-
AU O Haubonee feckoouazHocmupyemvix gopm namonoeuu. C ucnonv3osanuem Moiexy-
JISIPHO20 Memooda NOIUMEPASHO-YENHOU peaKyul UOeHMuGuyuposanvl munsvl mymayuii o -
manaccemuu 8 00Cie008aHHbIX NONYaAyUsX. B Onudicatiueli nepcnexmuge NAAGHUPYEmMCst Npo-
8edenue NPeHAmaIbHOU OUAZHOCIMUKYU MALACCeMU.

B nacrosmee BpeMs M3y4deHBI ABE TPYIIBI HACIEICTBEHHON MATOJIOTMH: Ha-
ciencTBeHHble (MeHaeneBckue) Oone3nn (HB) u BpoXacHHBIE TOPOKH Pa3BUTHS
(BITP). [epByto TpymIly MaTOJIOTUH COCTABUIIN 3a00JICBaHUS, SBIISIONINECS Pe3yJbTa-
TOM yHAcCJEeIOBaHHBIX T€HHBIX MyTallli, paCIpOCTPAHSIOIINXCS B CEMbSIX B COOTBET-
CTBHMHU C MEHJEIEBCKUMHU 3aKOHOMEpHOCTAMU. Ko BTOpOIi rpynme oTHOCATCS 00JI€3HU
C TEHETHYECKOH TOUYKH 3peHU ABIAIOLINECS Yallle MOJUTeHHBIMU UIIH OTHOCAIINECS K
XpOMOCOMHBIM. VX HacnenoBaHHE M 3aKOHOMEPHOCTH PAcCHpOCTPAHEHHS B IOMYJIfA-
IUSX U CeMBbSAX UMEIOT cBou ocoOeHHOCTH [1]. [lo craTucThke, B CTPYKType AETCKOM
3200J1€Ba€MOCTH U CMEPTHOCTH B OOJIBIIMHCTBE PAa3BUTBHIX CTPAaH Ha IIEPBOE MECTO
BbIxozAaT BIIP, koTopsie BcTpedaroTess mpuMepHO y 5% HOBOPOXAEHHBIX, a UX BKJIAJ
B CTPYKTYpY NPUYMH MIIaJEeHUYECKOW cMmepTHOCTH gocturaer 20%. BHeapenue mpo-
(rIaKTHUECKUX MPOrpaMM B EBPOIEHCKUX CTpaHax II03BOJIET HPEAOTBPATUThH 1O
50% mopoKOB pa3BUTHsA, B pa3BuBaroiuxcs — 1o oosee 10% BIIP [2]. Cpenu npodu-
JIAKTHYECKUX MPOrpaMM CYLIECTBEHHOE MECTO 3aHMMaeT MOHUTOpUHT BIIP, koTopsIit
npeacTaBisieT co0oi OBICTPOAEHCTBYIOMIYIO MPEXyNPEkKAAIOIIYI0 CUCTEMY, MOCPE-
CTBOM KOTOPOH OCYILECTBIISIECTCS BBISIBICHHUE 30H C MOBBIIICHHOW 4aCTOTOW BPOXKICH-
HBIX NATOJIOTUH, OTNpeneNeHle U KOHTPOJIb TepaTOreHHbIX (aKTOPOB CpeAbl U, B KO-
HEYHOM HUTOTE, BHEApPEHHUE MpOrpaMM IpEeHATadbHOM IUAarHOCTHKM W TEPBUYHOM
npodumakTuky [3].

Omunemuonorus Hb u BIIP B oTmensHO B3ATOM pPETHOHE SIBISETCS Ba’KHBIM
WHCTPYMEHTOM OIMCAaHMs YPOBHSA F€HETHUYECKOTO 3A0POBbs NMOMYJISALMH B 1ieaoM. [o-
JOOHOTO POAa MCCIENOBAaHMs, OLEHUBAIOLINE IPy3 OO0Je3HEH, MO3BOJSIOT yTOUYHHUTH
1eJIeCO00Pa3HyI0 CTPYKTYPY MEAUKO-TEHETHUECKOM MOMOIIH B PETHOHE.
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Hamu mpoBeneHbl NOMyNALMOHHO-TEHETHYECKUE HCCIIEAOBAHUS HACEIIECHUS
Caatnuackoro u CanbsSHCKOTO paifoHOB A3zepOaiipkaHa Ha MpPEeIMET COCTaBICHHS
peructpa Hb u BIIP. YacToTy BpOKICHHBIX aHOMaJIMi ompenessuiu AJsl Hambolee
JEeTKoANarHocTupyemslx u3 Hux: Hapywmenus IHHC, BpokaeHHBIE MOPOKH cepaua,
BPOXKICHHBIE TATOJIOTUU 3PEHUS, AaHOMAJUM CKeJeTa, I'eMOJUTHYEcKas OoJe3Hb,
OoJplIas TalacceMusi, BPOXKICHHAs TIyXOHEMOTa, paclieinHa TyOsl u/unn Heba, re-
Modunus, runodu3apHblii HaHU3M. JlaHHBIA OAX0J COOTBETCTBYET npaBwiaMm EBpo-
netickoro MexayHapoaaoro peructpa BITP (EUROCAT) [1].

MATEPHAJIBI U METOJIbI UCCJEJOBAHUM

Matepuan coOpaH B SKCIIEIUIIMOHHBIX YCIOBHAX B CellaX U B PalOHHBIX IIEH-
tpax CaaTimackoro u CanbsHckoro paiioHoB ¢ 2004 mo 2005 rr. Mcnonb30BaHbI CIU-
cku BTOK LIPB nns BolsiBieHust O0MBHBIX ¢ BPOKACHHON M HAcJIEICTBEHHON MATOJNO-
rueil. B cemax mpu momBopoBoM 00xX0j1e ceMeil MpoOaHIOB COCTABIEHBI POIOCIOB-
HBIC, U ITyTEM IreHeanornaeckoro ananusa muddepentuposansl crydan BITP n Hb.

DEHOTUIMMYECKUE YACTOTHI BBHISBICHHBIX BPOXKICHHBIX U HACICIACTBCHHBIX
MATOJIOTUN OMPEEISUIN 10 MeToauKe [4].

B kxadectBe Marepmaina A aHAJIM30B HCIOIB30BAIHA 0Opaslbl KPOBH, 3a00p
KOTOPO# TPOM3BOAIIA U3 TAIbIIa B MUKPOIPOOUPKH C aHTHKOATYJISTHTOM (TEMapuH
WM HaTpUEBas COJIb STWICHANAMUHTETpaaIeTara).

Jlis BBISIBJICHUS [-TanmacceMUM M HEIOCTaTOYHOCTH (epMEHTa TIIHOK030-0-
tdhocdaraernaporeHasbl CpeAn IMIKOJBHUKOB HWCIOIB30BaHBl CKPHUHHHT-TIPOTPAMMBI
[7]. dnst maeHTHGUKAIIMN TUTIA MYTaIlUU [3-TalaCCEMHUU MCIIOJIB30BaH MOJICKYJISIPHBIN
METOJ] BEICOKOTEMITEPATYPHOH aiienb-crenn(puueckoi aMIupuKaIui, OCHOBaHHBIH
0 TIPUHITAITY METO/a MTOJIMMEPA3HO-TIETHOW peakiuu [5,9]. [l BeIIBICHUS Hace-
CTBEHHBIX T€MOTJIOOMHONATHI HCIIOJIb30BaH METOJI JIEKTpodope3a reMoraiodnHa Ha
areTaT-1eIUTFOJIO3HBIX TUIEHKAX W aHAIMTHIECKAN METOJ H303JIEKTPOPOKYCHPOBAHHUS
TeMOTJIO0NHOB B TIOJIMaKpHUIaMUIHO-aM(DOTHMHOBEIX IacTuHkax ¢ pH 3,5-9,5 [6,8].

PE3VJIbTATHBI U UX OBCYXKIEHUE

Pesynpratamm MeIUKO-TEHETHUECKUX MCCIIEOBAHUM, IPUBEACHHBIX B Ta0JNHIIE,
B CaaTiIMHCKOM paiiOHe yCTaHOBIEHO 27 (OopM BpPOKIEHHBIX W HACIEACTBEHHBIX 3a-
OosneBaHuii ¢ (EHOTMITUYECKON 4YacTOTOW, Bapepupylomieir B mpenmenax 0,0028 -
0,0429%, B monymnauun CanbIHCKOTO pernoHa — 23 TakoBble GOpMBI ¢ GeHoTHIHYe-
ckoit actortoii 0,0031 — 0,0231%. B o6oux pernmoHax Hamboliee 4acTO PETUCTPUPO-
Banuchk Hapymenus [{HC u cocraBnsumm, cooTBeTcTBeHHO, 45,9% 1 41,72%. Kpome
TOT0, UMEHHO CTPYKTypa YKa3aHHBIX TIOPOKOB Pa3BHUTHS MPeEICTaBIeHa Hanbolee 00-
mupHO: B CaaTiHHCKOM paiioHe 3apeructpupoBanbl 13 dhopm Hapymenwit [IIHC (51
60mpHOI), B CanbstHCKOM — 9 KiIIMHUYECKUX GopM (63 GONBHBIX).

Onnumu U3 HamboJee paclpoOCTPaHEHHBIX aHOMAJHM, 3apETUCTPUPOBAHHBIX B
YKa3aHHBIX PETHOHAX, SBISIOTCS BPOXKIEHHAS MATOJOTHS 3pEHUS U aHOMAJIHUU CKelle-
Ta. YacTtoTa pacnpocTpaHeHHs YKa3aHHBIX MOPOKOB B CaaTIMHCKOM paiioHE COCTaB-
asetT 16,21% u 8,11%, B CanbstackoM — 10,59% u 11,92%, cOOTBETCTBEHHO.

CpaBHUTENBHBIN aHANN3 JaHHBIX, MPUBEICHHBIX B TaOIUIlE, MMOKa3ajl pa3jind-
HYIO CTPYKTypy 3a00JI€Ba€MOCTH IO OCTaIbHBIM maTojorusM. Tak, B CaaTInHCKOM
paifioHe JOBOJBHO PacCIpPOCTPAHEHHBIM TMOPOKOM SIBJISICTCS pacCIICIUHA TyObl W/WiH
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HeOa — 8,10% (9 6onpHBIX). C 0OOJMHAKOBON YacTOTOW BCTPEUAIOTCSl BPOXKICHHAS TITy-
XOHEMOTa B OTIICJILHOCTH M BMECTE C pacIIeInHON Heba ¥ reMouTHIecKas 00Ne3Hb -
o 7,20% (mo 8 OonbHEIX). [anee cnenyroT BpoxkIeHHBIE opoku cepana (3,60%, 4
00JBpHBIX), OoMbIIas TagacceMust u remodruus (o 1,80%, mo 2 6onbHEIX). Heckoms-
KO MHas KapThHa HabOmromaeTcs Ipu M3ydeHuH nomyssinun CalbsSHCKOro paiioHa.
3neck OJHOM U3 Benyliel 0O0JIe3HBIO SBIISIETCS BPOKACHHBIN MOPOK CepAla, KOTOPHIN
coctasinseT 9,93% (15 6onbHbIX). CpaBHUTEIEHO MEHEE PaclpoCTPaHEHbl TEMOIUTH-
yeckas 60e3Hb (7,28%, 11 O0NbHBIX), BpOXKIeHHAS TIIyXOHEMOTAa U paclienHa TyObl
u/unu Heba (o 5,29%, mo 8 OonbHBIX), Oomblnas Tanaccemus (3,31%, 5 00OIbHBIX),
remounust (2,64%, 4 6onbHBIX), Tuniodu3apHbii HaHU3M (1,98%, 3 OONBHBIX).

VY4auThIBas BBICOKYIO YacTOTy paclpocTpaHeHHs [-ranacceMuu B AsepOaii-
JDKaHe, aKTyaJbHBIM SBJISIETCS BONPOC MACHTU(UKALMK TUIA MyTalUid Ul JaHHOTO
3aboneBanus. MccnenoBanus B naHHOM HanpasieHHMH B CaaTIMHCKOM PErHoHE IOo-
3BOJIMJIM YCTAaHOBHUTH TUI MYTalMu [-TajJacCeMHM B OIHOW M3 CeMel, CTpalaroIlux
yKa3aHHOU marosjorueil. MaTp feTeil nMena TOYEUHYH MyTalUIO - 3aMEHY HYKJIEOTH-
Jla TyaHUuH Ha HyKJI€OTUJ LIMTO3MH B 5-0H HO3UIUH IIEPBOr0 MHTPOHA [3-INIOOMHOBOTO
rena ¢ genotunoM [ -ranaccemun (B -IVS-1-5, I'-1I), oTell - TOYEUHYIO MYTaLHIO,
3aMEHy HYKJIEOTHJa TyaHWH Ha HYKJIeOoTu[] aneHuH B 110-o#f mo3unuu nmepBoro uH-
TpoHa B-To6HHOBOTO TeHa ¢ (eroTunoM B’ -ramaccemun (B-IVS-1-110, T-A). Cre-
JOBaTeNbHO, OOJNBbHBIE NeTH ¢ nuarHo3oMm bombiras B-tamacceMust UMENH T€HOTHIL:
B*-IVS-1-5, I'-11 / B*-IVS-1-110, T-A. VuuTsiBas penpopyKTUBHBIA BO3pacT CymHpy-
roB, B OMkaiiieil NepcreKkTuBe IIaHUPYeTCsl IPOBEACHUE B IIEPBOM TpUMeECTpe Oe-
pemennoctu (10-12 Hexens) mpeHATaNbHYIO AWATHOCTHKY TajacceMuu y mona. B
CanbsHCKOM pPeTHOHE WASHTU(GUIINPOBAHO TPU THIIA MYTAITHH [3-TaTaCCEMHH: 3aMEeHA
HYKJICOTH/Ia TYaHWH Ha aJicHUH B epBoM UHTpoHe 110-ro Ko0HA TTTOOMHOBOIO I'eHa
- IVS-1-110 (I"-A); 3aMeHa HyKJIeOTHa TYaHWH Ha aJICHUH B IIEPBOM KOJIOHE BTOPOTO
HHTpOHA T7I0O0MHOBOTO TeHa - [VS-2-1, (I'-A) m Mukpoxemnerus AByX HYKJICOTHIOB
aJICHUH TJIOOMHOBOTO TeHa - KOJIOoH & (FAA).

Tabnuua
DeHOTUITHYECKTE YACTOTHI HACIEICTBEHHBIX 3200JI€BAHNI H BPOKIEHHbBIX
TOPOKOB pa3BuTHsl y HacejeHust CaaTiinHckoro n CajibsIHCKOT0 PerHOHOB

Hazpanue naronoruu CaaTnuHckuil paifon CanpsHCcKuil pailoH
KOJINYECTBO | gactota (%) | KoJmuecTBo | gactota (%)

Hapymenne HHC
Jetckuiil nepebpanbHblid napanny 15 0,0429 8 0,0123
Onurodpenns 10 0,0286 10 0,0154
Dnwiericus 7 0,0200 11 0,0169
DHiedanonarus 3 0,0046 8 0,0123
‘VYMcTBEHHAs OTCTAIOCTh + 3 0,0046 4 0,0062
BPOJKICHHAsI TTTyXOHEMOTa
Onnedanonarus + rIyXoHEeMOTa 2 0,0031 - -
JIBYXCTOPOHHHH KaXJIHapHBIA HEBPUT 1 0,0028 - -
CeHcepHeBpabHas TIIyX0Ta 1 0,0028 - -
MMOenuIbHOCTh (HEMOTa) 1 0,0028 5 0,0077
Muxkpouedanus 1 0,0028 - -
Bpoxnennas ruaponedanms 3 0,0046 3 0,0046
Spina bifida 3 0,0046 9 0,0138
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Cunzpom Jlopenca-Myna-bapae-buais 1 0,0028 - -
AcTurmMatusm + yMCTBEHHAs OTCTaJIOCTh - - 5 0,0077
Bpo:xaeHHbIe NOPOKH cepana 4 0,0114 15 0,0231
Bpoxkaennasi ri1yxoHeMoTa 7 0,0200 8 0,0123
BposxaeHHas riiyxoHeMoTa + paciuienrHa Heba 1 0,0028 - -
AHOMaJIMH CKeJleTa

Bpoxnensslii BeIBUX 6eapa 2 0,0031 4 0,0062
Koconanocts 2 0,0031 2 0,0031
Jedopmanus pyx 2 0,0031 2 0,0031
Jedopmarnius cromsl 2 0,0031 3 0,0046
OCTEOMUOIHUT 1 0,0028 - -
MmuonaTtus - - 7 0,0107
I'emosiuTHYecKas 00JIe3Hb 8 0,0229 11 0,0169
boabmas Tanaccemusn 2 0,0031 5 0,0077
I'emoduaus 2 0,0031 4 0,0062
Bpo:kneHHasi naToJI0THsI 3peHUS

Muornus 00enx ria3 6 0,0171 12 0,0100
Bpoxnennas katapakra 12 0,0333 4 0,0185
PacuiesinHa ry0obl n/ujiu Heda 9 0,0257 8 0,0123
T'uno¢gus3apHblii HAHU3M - - 3 0,0046

Bosnbiias 4acTh M3y4EHHBIX NMATOJIOTUH B CHIY TSDKECTH UX KIMHMYECKOIO Te-
YEHHsI JOCTATOYHO OBICTPO INMMMHUHHUPYETCS O0TOOPOM, B CHIIy 3TOTO OHH SIBIISIOTCS
BaXXHBIMH MapKepaMH, OTPa)XarollMMHU SKOJIOTHYECKOE M T€HETHYECKOE 310pPOBbE I0-
myassaud. OHM MHQOPMATHBHBL U OPTaHU3AMH OBICTPOIO MOHHUTOPHHIA KOHKPET-
HBIX MOMYJISINH, YTO OYeHb BaYKHO JJIs1 UCCIIEZOBAHUS CTPYKTYPHI 00IIero renogoHaa
HapOJOHACEJICHUs, AMHAMHUKHA T€HHOTO Pa3HO00pa3us MOMyJSIUUi YeJIoBeKa B YCIO-
BUSIX M3MEHEHHMS OKDPY’KAIOIIEH Cpeabl, YCTAHOBJICHHS 3BOJIOLHMH HACJIEACTBEHHBIX
0oJe3HeH U UX TeHETHIECKON TeTepPOTeHHOCTH.

[TomyuenHble pe3yNbTaThl MOMYJISIMOHHO-TEHETHYECKOTO UCCIIeIOBaHNUs Hace-
nenust Caatnuackoro u CanbsiHCKOro paiioHoB no BeisBieHuo Hb u BIIP, cocrasne-
HHE Ha UX OCHOBE PErHCTpa IAaTOJOTHH U OOJIBHBIX TOMOTYT CHEIUAINCTaM — FeHETH-
KaM KBaJH(HUIIMPOBAHHO MPOBOAUTH MEIUKO-TEHETUYECKOE KOHCYIbTHPOBAHUE, MIPO-
JKUBAIOIIMX B JAHHOM PETHOHE, CeMell TeHeTUYECKUM PUCKOM C IIPOBEACHUEM IIpEeHa-
TaJIbHOW INarHOCTHKH 3a00JIeBaHuil y MI0Aa.
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AZORBAYCANIN iKi POPULYASIYASINDA ANADANGOLM®
PATOLOGIYALARIN GENETIK-EPIDEMIOLOJI TODQIQATI

G.H.OKBOROVA
XULASO

Azoarbaycanin Saatli ve Salyan rayonlarinda shalinin irsi xeastelikler ve
inkisafin anadangelme qiisurlarinin registrinin tertib edilmesi meaqgsadile gene-
tix-epidemioloji tedqiqgatlar aparilmisdir. Patologiyalarin daha asan miiayine
edilon formalar:1 liciin anadangslmo anomaliyalarin tezliyi miieyyen edilmigdir.
Polimeraz-zencirvari reaksiya molexulyar metodundan istifade etmoxle tedqiq
edilmis populyasiyalarda B-talassemiya li¢lin mutasiyanin novleri teyin edilmisg-
dir. Yaxin golacords talassemiyanin prenatal diagnostikasinin aparilmasi ne-
zards tutulur.

GENETICS-EPIDEMIOLOGICAL RESEARCHES OF CONGENITAL
PATHOLOGIES IN TWO POPULATIONS OF AZERBAIJAN REPUBLIC

G.H. AKBAROVA
SUMMARY

The genetics-epidemiological researches of Saatli and Salyan’s regions population of
Azerbaijan are conducted for compiling the register of inheritable diseases and congenital
faults of development. Frequency of congenital anomalies are determined for the easily diag-
nose forms of pathologies. With usage of a molecular method of polymerase chain reaction the
type of mutations for B-thalassemia in the inspected populations have been identified. In im-
mediate prospects the realization of prenatal diagnostic of thalassemia is planned.
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