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CPABHUTEJBHBIN AHAJIN3 BPOXIEHHBIX ITATOJIOI' Mid B

MYTAHCKOH U IIIUPBAHCKOW 30HAX ASEPBAVIDKAHA
AxmniepoBa I'.A.

bakunckuii cocyoapcmeennwiii ynusepcumem, baky, Azepbaiioscan
IMoxpoOnas nadopmanus 06 aBTOpax pa3MelleHa Ha caite
«Yuéusie Poccum» - http://www.famous-scientists.ru

IIpoBeneH  cpaBHUTEJNBbHBIH  aHAIHW3  Pe3yJdbTAaTOB  IOMYJSIHMOHHO-
reHeTHYeCKUX UCCAeJOBAHUI MO BLISBJIEHUIO JEeTKOAMATHOCTHPYEMbIX BPOXK-
JIeHHBIX NMOPOKOB Pa3BHUTHA U HacJeACTBEHHBIX 3a00J/IeBaHUI cpeaM HaceJe-
Hus Myranckoii u lllupBanckoii 300 Azep6aiix:kana. YcTaHOBJIeHA BbICOKAs
yactora pacnpocrpanennsi napymenuii HHC, anomanuii ckejera M BpoOK-
JeHHBIX NaToJoruii 3peHus. C Ucnoab30BaHMeM MOJIEKYJISIPHOrO0 MeTOoAa Io-
JIMMEPAa3HO-UeNHOW peaknuM HWAeHTH(PUIUPOBAHBI THUNIBI MyTamui -
TajlacceMuM B o0ciie0BaHHBIX 30HaX. [InaHupyercsi npoBeaeHne NpeHATAIb-

HO# TUATHOCTHKHU TAJIaCCeMHUM.

[lo nmaHHBIM TE€HETHYECKOTO0 MOHHUTO-
pUHra BO MHOTHX CTpaHaxX HapyLIeHHUs Te€HO-
Ma pasHOH crerneHH BeTpedarores y 2-5% Ho-
BOPOKACHHBIX, YTO BJIMSAET Ha IOKa3aTeld
3J10pOBbS JETCKOTO HACEJIEeHHUs, a B OyAyILeM,
u Bcell momynsnuu. B crpykrype Hacnenct-
BEHHBIX OOJIE3HEH NOJS TKeNmbix (Gopm ma-
tomoruii cocrasisier 2% [1,5,7]. OcoGenno
OCTPO CTOMT IpobieMa JeTcKoi 3aboneBae-
MOCTH, IPUYMHONH KOTOPOH SABISAIOTCA Ha-
crencrBeHnbie 3aboneBanus (H3) u Bpox-
nenubie mopoku passutus (BIIP). x Bkian B
CTPYKTYpY MJIaIeHYECKOH CMEPTHOCTH YKe
nocruraer 20%. JledeHne W WHBaIHAM3AIMS
TaKUX JeTell SBISETCS OJHOM W3 NPUYUH
CHIDKEHUS POKIAEMOCTH. Y CTaHOBJIEHO, YTO
npoduiakTka yacrto Berpevarommxcs H3
(1:50000 u uame) moxer Ha 50% CcHHU3HTH
OTATOLICHHOCTh JTuMH maTonorusmu [ 3].
Cpenu poQUIaKTHYECKUX TPOrpaMM CyIie-
CTBEHHOE MECTO 3aHMMaeT MOHHUTOPHUHT IO-
JIOOHBIX O0JNIe3Hel — cHucTeMa ONpeAeICHUs U
KOHTPOJI TMOMYyJALUMOHHBIX 4acToT BIIP wu
H3, Brutovaronias n3yuyeHue uxX JUHAMHKH U
STHOJIOTHH, & TaKXe€ KOHTPOJIb TEPaTOreHOB
cpensl [2]. Tlomo6GHOTO poja HCCIIETOBAHUS
CJIy>KaT OCHOBOH s pa3paboTKu MeponpHsi-
TAHA U PEKOMEHJIAINN TI0 CHIDKEHUIO PUCKA U
ypoBHsi BIIP u H3 cpenn nacenmenws. [ns
MPOBENEHHS €IUHOTO METOAMYECKOTO TOIX0-
Ja o0s3aTeNbHOM pEerucTpaluy IojajIexar
HaOIrojaeMble «BHELIHHUE» ITOPOKH Pa3BUTHA,
JIETKO BBISBIIIEMBIE BPAauoM, U IOPOKU BHYT-
PEHHUX OpraHOB C BBICOKUM YpPOBHEM Jie-

TaJIbHOCTH, BBISABISEMblE INPH IPOBEAECHUU
[MTOJIOT0aHATOMUYECKOTO HCCIeaoBaHus [3].

CpaBHUTEIBHBIA aHANU3 Pe3yJbTAaTOB
MOMYJIAIIMOHHO-TEHETUYECKUX HCCIIETOBaHUN
Ha IpeaMeT cocraBieHus perucrpa H3 u
BIIP npoBenen cpenu HaceneHuss MyraHckoi
u IllupBanckoii 300 Azepbaiimkana. B coot-
BETCTBUM C INpaBuiaMH EBporeiickoro mex-
nyHapoxHoro perucrpa BIIP (EUROCAT)
[6], 3apeructpupoBaHbl HamboJiee JErKO Au-
arHOCTHPYEMBIE  BPOXKJCHHBIE aHOMAJIUU!
Hapymenus IIHC, BpoxaeHHbIE HOPOKU
cep/Ia, BPOXKACHHBIE NATOJOTMM 3PEHHUS,
aHOMallMM CKelleTa, TIeMOoJuTHYecKas 0o0-
Jie3Hb, OONbIIAs TalacCeMUs, BpPOXKACHHAs
TIIyXOHEMOTa, paciieliiHa ry0bl u/unu Heba,
remoumus, rurmou3apHbIi HAaHU3M.

MATEPHAJIBI 1 METO/IbI

HCCJIEJOBAHUM

Marepuan coOpaH B SKCIETUIHUOHHBIX
YCIIOBUSIX B C€lax M B PAaHOHHBIX IIEHTpax
Caartnunckoro, CanbsHckoro, Jxaammaban-
CKOro parioHOB MyraHCKOH 30HBI, a TaKxe
KoOGycranckoro u AXCYHWHCKOTO pailOHOB
[upsanckoi 30Hb1 ¢ 2004 mo 2005 rr. s
BBIABIICHUSI OOJIBHBIX C BPOXKACHHOH W Ha-
CJIEZICTBEHHOM IaToJOrHMed MCIOJIb30BaHbI
criuckun BTOK IIPB. B cenax mpu moasopo-
BOM 00xo0zle ceMel NpoOaHIOB COCTaBJICHBI
pPOJIOCTIOBHBIE M ITyTEM TI'€HEAJIOrMYECKOro
aHanmmza auddepenuposansl crydan BIIP n
H3. ®enoTunnyecknue 4acToThl BBIABIEHHBIX
MaToJIOTHH ompenensu no meroauke Jiu Y.
[4]. B kauecTBe Marepuaina /Ul aHAIH30B HC-
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MOJIB30BaIM 00pasIbl KPOBH, 3a00p KOTOpOU
MPOM3BOIIIIN U3 MANbI[a B MUKPOIIPOOUPKU C
AHTHUKOAryJISTHTOM (TE€TIapWH WM HaTpHeBas
CONIb ITHIICHIMAMHUHTETpaareTara). Jius BbI-
SIBJICHUS [-TallaCCeMHH M HEJOCTATOYHOCTH
thepmenra II0K030-6-hochaTneruapo-
TeHa3bl Cpely UIKOJIBHUKOB HCIOJIB30BAHBI
ckpuHHuHT-TIporpammbl [8]. Tlpu umeHTHbH-
Kalliu TUIAa MyTaluu (-TalacCeMUU UCIOb-
30BaH MOJICKYJIAPHBI METOJ BBICOKOTEMIIE-
paTypHOH aJuteNb-crienupuIecKoll aMIugu-
Kalli¥, OCHOBAHHBIA MO MPHHIUIY METO/a
HoJIMMepasHo-IenHoi peakuuu [7,11]. s
BBISIBIICHHS HACIEICTBEHHBIX T'eMOIIOOWHO-
MaTHii HMCIOJIb30BaH METOA 3JieKkTpodopesa
reMOTJIOOMHA Ha aleTar-IeJUTIOJI03HBIX TUICH-
KaxX M aHAUTHYECKUH METOH M303JeKTpodo-
KYCHUpPOBaHMsI TeMOTJIO0OMHOB B TMOJHAKpUIIA-
MUIHO-aM(OIMHOBBIX TuacTuHKax ¢ pH 3,5-
9,5[9,10].
PE3YJIbTATBI UCCJIEJJOBAHUM

CpaBHHUTENBHBIN aHaInu3 MEJIUKO-
TCHETHUYECKUX HCCIICOBAaHUM, MPOBEACHHBIX
B Myranckoii u lllupBaHcKo# 30HaX pecmy0-
JIMKH, CBHIETENBCTBYIOT O BBICOKOW pacIpo-
ctpanenHoctd BIIP u H3 B oOcnemyembix
paifonax (puc.l). Tak, B Myranckoii 3oue (I)
YCTAaHOBJICHO 27 KJIMHUYECKUX (OpM MaTolio-
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ruid ¢ (EHOTHITUYECKOW YacTOTOH, BapbH-
pytomieii B mpeaenax 0,0017 - 0,0429%, u 23
¢opmer ¢ yacrororr 0,0076 — 0,1388% B
MIupsanckoit 3o0ue (I1). U3 puc.1l BugHo, uTO
cpenu oOIIeH CTPYKTYphl 3a00JIeBAEMOCTH
HauboJiee pacnpoctpaneHbl Hapymenus [THC
M COCTaBIISIIOT, COOTBeTCcTBeHHO, 43,89% wn
37,84%. CrpyKkTypa YKa3aHHBIX MOPOKOB
pa3BUTHUS TpEACTaBIeHa Hanbosee OOMMPHO:
B | 30ne — 10 13 dopm, Bo Il 30HE - 8 KITMHH-
yeckux Gopm. Ha BTopoM Mecte mo pacnpo-
CTPAHEHHOCTH B | 30He HAXOAATCS aHOMAJHU
ckenera — 20,72%, Bo |l — BpoxieHHbIC Ma-
tonorun 3penus — 13,70%. Ilo ocranbHbIM
IATOJIOTUAM HAOJIOMAaeTCsl OTHOCUTEILHOE
enuHcTBO. Tak, cpeau momymsuuid | u |l 30H
BPOXK/ICHHBIE MMOPOKH CEPJIa BCTPEUAIOTCS C
yactotor 6,10 u 6,05%; BpokIeHHas riIyXo-
Hemota — 6,94 u 6,02%;remonutrueckas 0o-
nesup — 7,21 u 6,88%; pacmenuHa ryObI
n/umu Heba — 6,84 u 5,19%; remodunus —
2,67 u 3,04%; 6onpmias tamaccemust — 2,89 u
1,30%; rumodu3zapHbii HaHH3M 1,98 u
2,63%, COOTBETCTBEHHO.

CpaBHUTEIBHBIA aHATU3 (PEHOTHUITHYE-
CKHX YaCTOT M3YYEHHBIX MATOJOTHIA IMOKa3all,
YTO CpelHee 3HAa4YeHUE JaHHBIX MOKa3aTese
Bo || 30me BBIIE, ueM B | (Tabm.1).

5 6 7 8 9 10

ITaTosorun

—O— Ilupsanckasn 3ona —3— Myzanckasn 3ona

Puc. 1. Yacrora BIIP n H3 cpenu nacenenns Myranckoii u lllupBaHckoii 30H
1. Hapymenue IIHC; 2. BpoxnenHsie mopoku cepuaua; 3. [myxonemora, 4. AHoManuu

ckenera, 5. I'emoinnTtHyeckas OoJe3Hb,

6. DBoapmas TamacceMwus;

7. Temodwumus;

8.Bposknennsie mopoku 3penust; 9. Pacmenuna ryosi/uéoa; 10. 'umodusapHblii HAHU3M.
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Ta6auna 1. DeHOTHITHYECKUE YaCTOTHI ATOJIOTHH, YCTaHOBIEHHBIX B MyraHckoii u IllupBaH-

CKOM 30HaX pecnyOJInKu

deHoTUNMYECKUE YaCTOTHI (CpeHee 3HaueHue), %o
Maronorun MyraHckas 30Ha [ITupBaHCcKas 30Ha
Caatmsl Canbsin Jlxanmuiaban KobGycran Axcy

Hapymenne ITHC 0,0098 0,0108 0,0077 0,0520 0,0353
fe%‘;’ﬁge“‘"e MOPOKH | 00124 | 0,0231 0,0067 0,0490 0,0610
I'nyxoHemora 0,0114 0,0123 0,0117 0,0653 0,0458
AHOManuu ckenera 0,0030 0,0055 0,0020 0,0300 0,0397
E:i‘f“m“ec“” 00- | 00220 | 0,0169 0,0100 0,0735 0,0534
Bonpluas TanacceMus 0,0031 0,0077 0,0050 0,0082 0,0153
T'emoduust 0,0031 0,0062 0,0050 0,0163 0,0382
SBpi‘I’{"P‘IﬁI‘eHHHe HMOPOKHI 1 g 0252 | 0,0143 0,0067 0,0109 0,0496
Pacmenuna ryobt 0,0257 0,0123 0,0100 0,0408 0,0534
/neba

I'unodwuzapHsiii Ha- - 0,0046 - - 0,0229
HU3M

IIpu 3TOM OTMEYEHO pasznuvue B MPO-
SIBICHUU YaCTOTHI TE€X WJIM MHBIX MOPOKOB 32
HCKIIOUCHUEM TI'E€MOJINTUYECKOH OOJIe3HH,
cpenHss GeHOTUIMMYeCcKas YacToTa KOTOPO B
00enx 30HaX MakcumanbHas — Bo |l 30He —
0,0635%, B | — 0,0166%, u runodusapHOro
HaHU3Ma CO CPABHUTEILHO HEOOJBIIOW Yac-
totoii — 0,0229% u 0,0046%, cooTBETCTBEH-
HOo. Jlanmee B | 30HE CleayIOT: pacuICIICHHE
ryoer w/mmm Heba — 0,0160%, BpoxaeHHBIC
nopoku 3penust — 0,0154%, BpoxJCHHBIE MO-
poku cepaua — 0,0137%, rmyxonemora —
0,0118%, wnapymenus ITHC — 0,0094%,
6omnpias tanaccemust — 0,0053%, remodunus
— 0,0048%, anomanuu ckenera — 0,0035%.
Bo Il 30ne: rmyxonemora — 0,0556%, Bpox-
nennbie mopoku cepaia — 0,0550%, pacien-
nenue ryosr u/mwnu Heba — 0,0471%, uapymie-
uus [UTHC — 0,0437%, anoMaiuu ckeiera —
0,0349%, BpoXACHHBIE TOPOKU 3pPCHUS —
0,0303%, remodumus — 0,0273%, Gonblnas
tantaccemus — 0,0118%.

VY4uuTthiBas BBICOKYIO YacTOTY paclpo-
crpaneHust b-tamaccemun B AsepOaiimkane,
AKTYaJIbHBIM SBJSIETCSI BOMPOC HICHTH(HKA-
UM THIIA MyTalMd Ui JaHHOTO 3abojeBa-
Hug. B MyraHckoil 30H€ yCTaHOBJIEHBI He-
CKOJIBKO THITOB MyTauuii s b-tamaccemun.
Tak, mpu oOcneoBaHUM OJHOW W3 ceMed B
CaaTIMHCKOM paiiOHe YCTAaHOBJIEHO, YTO MaTh

HUMesIa TOYEUHYI0 MYTAIHIO - 3aMEHY HYKJIeO-
TH/a TYaHWH Ha HYKJICOTHU] I[UTO3HH B 5-0if
MO3UIIMK TIEPBOTO HMHTPOHA D-rioGuHOBOTO
rena ¢ penorunom b*-ranaccemun (b*-1VS-1-
5, T-II), orem - TOYEYHYIO MyTalMIO, 3aMEHY
HYKJICOTH/Ia TyaHHH Ha HYKJICOTH] aJCHHUH B
110-0#f mo3WIMKM TEPBOTO HMHTPOHA D-
rno6uHOBOTO TreHa ¢  (eHoturmom b'-
tamaccemnu (b*-1VS-1-110, I'-A). Cnenosa-
TEJBHO, OOJIBHBIC JICTH C TUATHO30M OOJIbIIIAs
b-ranaccemuss mmenn renorum: b'-1VS-1-5,
I-1] / b*-IVS-1-110, T'-A. YuutsiBas penpo-
JOYKTUBHBIH BO3pacT CyNpyroB, B OMkaiimeit
MEPCIIEKTHBE TUTAHUPYETCS TPOBEJACHHE B
nepBoM Tpumectpe Oepemennoctn (10-12
HeJlesIb) TPEeHATAIbHYI0 THATHOCTHKY Tajlac-
cemun y mioga. B CanbSiHCKOM peruoHe
UACHTH()UIMPOBAHO TPH THIA MyTanuu b-
TallaCCEMHH: 3aMEHa HYKJICOTHA T'yaHWH Ha
ajgeHNH B mepBoM uHTpoHe 110-ro komona
robunosoro reqa - IVS-1-110 (I'-A); 3amena
HYKJICOTH/Ia TYaHWH Ha aJICHUH B MEPBOM KO-
JIOHE BTOPOTO HWHTPOHA TIIOOWHOBOTO I'€HA -
IVS-2-1, (T-A) u MuKpozeienus ABYX HYK-
JICOTH/IOB aJICHWH TIIOOWHOBOTO T€HA - KOJOH
8 (-AA). B [Ixammnabanckom paiione mist
TpeX TOMO3HUTOT MO [-TajacceMHH HICHTH-
(unMpoBaHO JBa THIIA MYyTaIlMH. 3aMEHa
HYKJIEOTHJIa TyaHuH Ha aneHud B 110 mo3u-
IIUM TIEPBOTO MHTPOHA (- TJIOOMHOBOTO I'eHa
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(B-IVS-1-110, T-A) u mMukpomenenus ABYX
HYKJICOTHIIOB a/ICHUH BOCBMOIO KOJOHA Tep-
BOTO 3K30Ha - 1obuHoBoro rexa (B-xoaoH 8
-AA). Cpean Hacenmenusi KoGycraHckoro u
AxcyuHckoro pernoHoB HIupBaHCKOH 30HBI Y
TpeX OOJIBHBIX C JMarHo30M OOJbIas Tayac-
ceMusl WACHTU(HUIUPOBAHO [BA THIA MYTa-
mun  B-rimodunoBoro rena (B-I'T): 3amena
HYKJICOTHIA aJCHHH Ha HYKJICOTUI I'yaHHH B
110 no3unmu nepsoro uurpona B-I'T (B-1VS-
1-110, A-T) u pmenmerwst OBYX HYKJICOTHIOB
azeHrH B 8-oM KojoHe mepBoro sk3o0Ha B-I'T
(B-xomon 8 -AA). CoorHomenue amienei -
IVS-1-110, A-T' u B-komoH 8 —AA cocTaBuio
4/2.

U3y4enHbie 1aToa0ruu HHGpOPMAaTHBHBI
JUIL OpraHu3aliyi OBICTPOrO MOHHUTOPHHIA
NOMYJIAIHHA, HEOOXOIUMOTO UL HCCICAO0Ba-
HUSL CTPYKTYPHI 00IIero reHo(poHIa, TEHHOI0
pa3sHoO0Opas3usl TOMySIIUH W COCTaBICHUS
perucTpa MaToNOTHHA, HCIOMB3YIOMIETocs IS
KBaIH(HUIUPOBAHHOTO METHKO-
TCHETHYECKOTO KOHCYJIBTUPOBAHMS CeMeH ¢
OPOBEACHUEM TIPCHATANBHONW JHATHOCTUKU
3a00JIeBaHH.
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THE COMPARATIVE ANALYSISOF CONGENITAL PATHOLOGIESIN MUGAN
AND SHIRVAN REGIONS OF AZERBAIDZHAN
Akperova G.H.
TheBaku Sate University, Baku, Azerbaidzhan

The comparative analysis of results of population-genetic researches on revealing easily
diagnose congenital faults of development and hereditary diseases among population of Mugan
and Shirvan regions of Azerbaijan carried out. High frequency of spreading of breach of CNS,
skeleton’s anomalies and congenital pathologies of sight is established. With usage of a molecu-
lar method of polymerase chain reaction the types of mutations B-tha assemia in the inspected
regions are identified. The realization of prenatal diagnostic of thalassemiais planned.



