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HCCJIEJOBAHHUE BPOKJIEHHBIX IOPOKOB PA3ZBUTHUS U
HACJIEJICTBEHHBIX 3ABOJIEBAHUM B 3AIIAJTHOM 30HE
ABEPBAMIKAHA
AxmniepoBa I'.A.

bakunckuii I'ocyoapcmeennwiiit Yuusepcumem, baky, Azepbaiioscan
IMoxpoOnas nadopmanus 06 aBTOpax pa3MelleHa Ha caiite
«Yuénusre Poccun» - http://www.famous-scientists.ru

IIpoBeneHbl MeIMKO-TeHeTHYECKHE MCCJIEJOBAHUSI Cpedd HAaceJleHUsl Tpex
KPYNHBIX paiioHoB 3amaaHoii 30HbI A3eplaiiqkaHa ¢ UeJbI0 JajdbHeHInero
cocTaBJieHHsl perucTpa ¢eHOTHNINYECKH HamboJiee JIETKO IMAarHOCTHPYEMBbIX
BPO’KJACHHBIX NMOPOKOB Pa3BMTUSl M HAaCJIeACTBEHHBIX 3a00/ieBaHuii, moiJe-
JKALIMX 00513aTeIbHON perucTpauuM. YCTAHOBJIEHA BBICOKAs 4YacToTa pac-
npoctpanenus Hapymennid IIHC, BpoxkieHHbIX MAaTOJMOTHii 3peHUsT M CJIyXa.
Boruuciensl (peHOTHNHYECKHE YACTOTHI BbISIBJIEHHBIX MATOJIOTHIA. Y AeTei ¢
JMATHO30M reMoJIMTH4YecKasi 00Jie3Hb BBISIBJEH MOJHBIA U YacTHYHBIA Jde-
¢uuut depmenTa 1II0K030-6-pochaTaernaporenaspl. C HCHOJIb30BAHHEM
MOJIEKYJISIPHOTO0 METO/a MOJMMEepPa3HO-LUeNHOH peaknuH WAeHTH(UINPOBa-
HbI THIIBI MyTaluii f-TajacceMuu B 00c/1eJ0BAHHBIX PalioHaX.

Best HacnencTBeHHas MaTONOTHS OTIpe-
JIENSAETCS TPY30M MYTAllMii, BOSHUKAIOUINX U
yHaclleZIOBaHHBIX W3 TMPENbIAYIINX ITOKOJIe-
HU. D(dexTs MyTaMOHHOTO Mpolecca I
TIOTTYJIAIINY YEJIOBEKa BHIPAKAIOTCS B YPOBHE
3a00JIEBAEMOCTH  BPOXKJICHHBIMU TTOPOKAMH
pasurust (BIIP) u HacimencTBeHHbIMH 3a060-
nesanussmu (H3) [1]. Tak, ycraHOBIEHO, YTO
okojio 10% HaceleHHs] UMEIOT HACIEICTBEH-
ubie Hapymenus [2]. Ilo nanaeim BO3 2,5%
BCEX HOBOPOXKJIEHHBIX - C TMOPOKAMHU pa3BU-
tns, 1,5% u3 HUX 0O0yCIOBJICHBI AeWCTBHEM
HeOIaronpusATHBIX 3K30T€HHBIX (PakTOpOB BO
BpeMsi OEpeMEHHOCTH, OCTAIbHBIE HMEIOT
MPEUMYIIECTBEHHO TEHETHYECKYIO MPUPOJY.
Oxkomno 40-50% mnepuHaTaTbHOW CMEPTHOCTH
W WHBAJIUJHOCTH C JIETCTBA TaKke 00YCIIOB-
JICHBI HACJICJCTBCHHBIMU (DakTOpamu, W MpHU-
MepHO 30% KOeK B JETCKUX CTalMOHapax 3a-
HATHI JETHMHU C HACIEACTBEHHOW MaTOJOTHEH
[4]. MenunuHCKHE W COIUATBHBIE MOCIENCT-
BHS DITOTO 3aKJIIOYAIOTCSl B TMOBBIIICHUH TIO-
TpeOHOCTH B METUIIMHCKOW IIOMOIIH, CHH-
JKEHHAsl TMPOJIOKUTEIBHOCTh KHU3HU 00JIb-
HBIX, MTHBAITUAM3AHS ¥ OONbIITNE S5KOHOMHIYE-
CKHeE 3aTpaThl Ha uX cojepxanue. C 3THX 10-
3UNHNA HeoOXoaAUMOCTh rpodunaktuku BITP u
H3 cranoBuTCS TepBOCTENIEHHON 3amadeit
COBPEMEHHOTO 3][paBOOXpaHEHUs, T.K. TIO-

JI0OHAsT «TeHETHYecKas OTSATOIIEHHOCTH» TI0-
NYJISIIAN OTpakaeTcs Ha TeHO(OHIe HALUH B
nesnoMm. Perucrpanus 4acToTsl pacrpocTpaHe-
HUS TAKHX aHOMAIMi, M3y4eHUEe MOJEKYIsp-
HBIX MEXaHHM3MOB HX IATOTeHE3a, HUCIOJb30-
BaHHE MEJIUKO-TEHETHYECKOT0 KOHCYJIBTUPO-
BaHUs, TPHUMEHEHHE COBPEMEHHBIX MOJIEKY-
JSIPHBIX METOJIOB JIMAarHOCTHKH M JIPyTHE IIy-
TH TIPO(HMIIAKTUKY TO3BOJISTIOT CHHU3HWTH Yac-
tory poxaenus nereii ¢ BIIP u H3 na 60-
70% [1]. IMomoGHbie pabOTBHI HEOOXOAUMBI
JUTSE pa3padOTKH MEPONPUSATHH 110 CHIKEHHIO
pUCKa W YpPOBHA BPOXICHHBIX aHOMAIH
cpenu o01Iel CTPYKTYphI HaCEICHHUS.

Hamu, B COOTBETCTBHMHU C MpaBUIaMHU
EBpormeickoro MeXIyHapOoJHOTO perucTpa
(EUROCAT), MIPOBENIEHBI Me/IUKO-
TCHETHYECKHE WCCIIEIOBAHUSI CPeln Hacele-
HUSI TpeX KPYIHBIX palioHOB 3arajgHON 30HBI
Azep0aifpkaHa C LeNbl0 JaTbHEHIIEero Cco-
CTaBJIEHUS] perucrpa (HEeHOTUITNYECKH Hambo-
nmee serko auarHoctupyembix BIIP u H3,
HOJIEXAIINX 00s3aTeIbHON peructpamnuu [5].

Marepuaiibl 1 METOIBI HCCIIEIOBAHII

Marepuan coOpaH B SKCIEAUIIMOHHBIX
YCIIOBUSX B CelaX M B PAWOHHBIX IIEHTpPax
Taysckoro, Kazaxckoro m AxcraduHCKOTO
paiioHoB 3amagHoi 30HHBI pecnyonuku ¢ 2005
no 2007 rr. Mcnomap3oBanbl crmcku BTOK
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HPB asnst BoIsiBNIEHUSI OOJNBHBIX C BPOXKICHHOM
W HACJIeICTBEHHOMN maTtoiiorueil. B cemax mpu
MOJIBOPOBOM 00X0JIc ceMeil mpobaHIoB CO-
CTaBIICHBI POJIOCIIOBHBIC, U IyTEM TeHEAIOTH-
YeCKOTo aHam3a I QepeHInpOBaHbl CIy-
yaun BIIP u H3. ®eHOoTHNHYECKHE YACTOTHI
BBISIBIICHHBIX BPOJKICHHBIX M HACIIEICTBEH-
HBIX TIaTOJOTHH OIMPENe/sId M0 METOIUKE
JIu, 1978 [3]. B kadectBe Marepuana Al
aHaJIM30B HCIOJb30BaIH OOpa3ibl KPOBH, 3a-
60p KOTOpO¥ MPON3BOANIN U3 TIATbIla B MHK-
POTIPOGHPKH C aHTHKOAryJIsSHTOM (TermapuH
WIIA HATPHEBas COJIb ITUIICHANAMHHTETpaare-
tara). C 1eNbI0 BBISIBJICHHUS B-TagacCeMHH H
HEIOCTATOYHOCTH  (epMEeHTa  TIIOK030-6-
(dhocharnernaporeHasbl Cpeid MIKOJIHLHHKOB
UCIIOJIb30BAHBl  CKPHHUHT-IIPOTpaMMbI [ 7].
Hdns  wunentudukanum THMa MyTtamun -
TaJIACCEMUH  KCIIOJIb30BAH  MOJICKYJISIPHBIN
METO/I BBICOKOTEMITEPATYPHOI ajuIelnb-
crenupuIecKkod aMIuIMpUKAIMA, OCHOBAaH-
HBI TI0 TPHHIUIY METoAa IOJUMepPa3Ho-
uenHoit peakuuu [6,10]. Jlns BeisBICHUS Ha-
CIIECTBEHHEIX Te€MOIIOOMHONATHI HCIIOJIb-
30BaH METO]I AJIEKTpOo(ope3a reMoriioonHa Ha
aeTaT-1eIUII0NIO3HbIX IUIEHKAX U aHaIuTHYe-
CKUIl METOJ] W303JEeKTPOPOKYCHPOBAHHS Te-
MOIJIOOMHOB B MTOJTHAKPUITAMHTHO-
am@onuHoBBIX IiactuHkax C pH 3,5-9,5
[8,9].

Pesynbrath uccneqoBaHmit

AHanmu3 TONYYEHHBIX TaHHBIX O pac-
npoctpanenuto BIIP u H3 B Tpex paiionax
3amagHoil 30HbI ¢ HaceineHueM 345980 yeno-
BEK TOKa3aJ BBICOKYIO YaCTOTy BCTpEUacMO-
cTd m3ydeHHbIX matosoruii (puec.l). Tak, BO
BCEX TpeX paifoOHaX yCTaHOBIIEHO mo 9 maro-
noru#i, npencrasiennsie B Taysze () 20-1o
dbopmMamMu ¢ (PEHOTUIIUYECKOW  HYACTOTOM
0,0014 — 0,0650%, B Kazaxe (II) - 22-m1 ¢
yacrotoit 0,0008 — 0,0301%, B Axcrade (I11)
— 19-10 HO30JI0THYECKUMHU (POPMaMHU C 4aCTO-
toii B mpenenax 0,0013 — 0,0172%. Haubomnee
pacrpoCTpaHEeHHBIME 3a00JIEBAaHUSIMH  371ECh
spustoress  Hapymenuss  [THC — (26,34%,
36,79%, 33,56%), BpOXICHHBIE AHOMATHH
cnyxa (42,47%, 26,42%, 27,52%) u anoma-
nuu 3penus (8,87%, 12,26%, 11,41%, coor-
BercTBenHo). Cpenu maronoruii ITHC BbIsB-
neHo a0 9 knmuHHYecKux (opM, B TOM YHCIIE

onurodpenust, sunedpanonarus, JJIT u Spina
bifida. B | u Il paiionax cpeau Maab9uKOB 10
14 ner 3admMKCHpPOBaHO HECKOJBKO CITy4aeB
3aboseBaeMoCTH cuHApoMoM KaiiHpentepa.
Bo Bcex Tpex paifoHax 4acTtoTa TIIyXOThI H
TYTOYXOCTH MpeBaTHPYyeT y neredl. YacTtoTa
OCTaJIbHBIX TATOJOTHU pachpeneieHa clie-
JYIOIUM  00pa3oM: BPOXJCHHBIC MOPOKHU
cepaia — 4,84, 6,92 u 4,70%; anomanuu cke-
nera — 5,65, 5,66 u 5,37%; pacuienuHa ry-
6n1/He0a — 5,11, 5,35 u 6,04%, cOOTBETCTBEH-
HO.

YCTaHOBJIEHO, YTO CpelHee 3HAYCHUE
(DEHOTUIMUYECKUX YACTOT MOPOKOB IO TpPEM
paiioHaM clienylomiee: B Ciiydae BPOXKICHHBIX
anoManuii ciayxa - 0,0192%, remonuTrueckoii
0oie3HH 0,0141%, anomanmii ckejlera -
0,0132%, BpoOXIEHHBIX MOPOKOB Cepiana —
0,0131%, pacmenunst Tyos1/He6a — 0,0129%,
Hapymenuit [JTHC — 0,0099%, BpoxaeHHBIX
naronoruid 3penus — 0,0098%, remodunnn —
0,0036% u 6onbmoii Tamaccemuu — 0,0012%
(tabm.l1).

Momnorenubsle 3a00JI€BaHUs, BEISBIISE-
Mble OMOXMMHYECKAMHU METOJIaMH, TPE/ICTaB-
JIEHBI TEMOJIMTHYECKOI Oone3nbpio — 4,84, 5,03
u 8,72%; remodunuenn — 1,34, 1,26 u 2,01%;
6onbmmoi Tanaccemueii — 0,54, 0,31 u 0,67%,
cooTBeTcTBeHHO. B | paiione u3 18-tu nmereii
POJIMBIIMXCS C JIUATHO30M T'€MOJIMTHYECKAS
0ose3nb HaMu y 9-TH MAJIBYUKOB U JIBYX Jie-
BOYCK OINpE/eicHa aKTUBHOCTh (pepMeHTa
roK030-6-pocharnerunporenazsr  (I'6D/).
V BOCHEMH MalIbUYMKOB, SIBIISIOIIUXCS TEMU3H-
rotaMd 1o JaehunuTy (GepMeHTa, yIaioch
OOHAPYKHUTh TOJHBIA M YaCTUYHBIA AeduiuT
I'6d/J1. Tpoe umenu HYJIEBYIO aKTUBHOCTb
I'6D/ «O». [IaTepo MaJbYMKOB MMENH dac-
TUYHBIA AeUIHT GepMeHTa ¢ (HESHOTHIIOM -
6D/ «+». Y pa3HOMONBIX OOJBHBIX IETEH C
KIIMHAYECKAM JMardHo3oM OoJibllas Tajiacce-
MU MISHTHGUIMPOBAH THIT MyTamud [-
MIOOMHOBOTO TeHa. BolbHON ImecTH JIeT ¢
KIMHUYECKAM AMAarHo3oM OoJIbllias Tajacce-
MUSI SIBJISICST TOMO3MTOTHBIM TI0 OJHOM MyTa-
MM — 3aMeHa HYKJICOTHIa T'YaHWH Ha HYK-
neotun aneHuH B 110-if mosunumm manoro —
MepBOr0 MHTPOHA B-TJIOOMHOBOTO T€Ha C Te-
notunom — B-IVS-1-110 (G-A)/ B*-IVS-1-
110 (G-A).
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Tabnuma 1. deHoTUNMYECKUE YaCTOTHI MTATOJIOTUH, YCTAHOBJICHHBIX B 3amaJHON 30HE peciyo-

JIMKH
DeHOTHTIMIECKHE YacTOTHI (cpetee 3HadeHue), %
ITaTomoruu
Tay3 Kazax Axcrada
Hapymenue [THC 0,0095 0,0106 0,0095
BposkneHHble TOPOKH cepAla 0,0122 0,0179 0,0093
AHoMaIuu ckenera 0,0142 0,0147 0,0106
BposxieHHbIe aHOMaINH ClTyXa 0,0268 0,0171 0,0136
I'emonutHyeckas 00J€3Hb 0,0122 0,0130 0,0172
Temodummst 0,0034 0,0033 0,0040
Bonemas Tanaccemus 0,0014 0,0008 0,0013
BpoxieHHbIe TOPOKU 3peHUS 0,0075 0,0106 0,0113
Pacuienina ryoei/ué6a 0,0129 0,0138 0,0119

Yacrora,%

2

10

4 5 6 7 8 9

Iarosorun

—o— Tay3 —o— Kazax —s— Axcmaga

Puc. 1. Hactora BIIP u H3 B 3anannoii 30He AsepbOaiimkana (1. Hapymenne IHC; 2. Bposx-
JICHHbIEe IOPOKHK cepana; 3. AHoMamuy ckenera; 4. BpoxeHHble aHoManuu ciyxa; 5. IemonuTuueckas 60messs; 6.
I'emo¢unus; 7. Bonpmas tanaccemust; 8.BpoxaeHHsle nopoku 3penus; 9. Pacmenuna ry6er/Hé0a)

VY [eBOYKH TpeX JIET MUarHOCTHPOBAHBI [BE
MyTal[MH: 3aMCHA HYKJICOTHIA TyaHWH Ha
Hykieotuy aaenud B 110-if mo3uiuu manoro
— TEpBOTO HHTPOHA [-TJIOOMHOBOIO TEHa C
renotunom — B*-1IVS-1-110 (G-A) u 3ameHa
HYKJICOTHa TyaHHH Ha HYKJICOTHH aJCHHUH B
HEePBOI MO3UIMK OOJBIIOI0 BTOPOr0 HHTPO-
Ha P-TIOGHHOBOTO TeHa ¢ TeHOTHIIOM — P'-
IVS-2-1 (G-A). T.o. KOMIAyHIHBIH T€HOTHIT
npobanga cieyrommit: B-1VS-1-110 (G-A)/
B°-IVS-2-1 (G-A). Bo Il paiione cpemu 16-Tu
JIeTe ¢ TUAarHO30M reMOJIUTHYESCKas: 0OJIe3Hb,
y 9-ti (MapuMkoB — 6, meBovek - 3) mpoBe-
JICH aHaJIN3 OIpENeNICHUs] aKTUBHOCTH (ep-

MeHTa [6D/J[. V nmatu U3 1IecTH Malb4YMKOB
ycraHoBieH aepunut ¢pepmenta [6DJ ¢ Hy-
JICBOW aKTUBHOCTHIO. J[eBouku umenu nedu-
UT (pepMeHTa ¢ TeTepO3UTOTHBIM T€HOTHIIOM.
VY opHOro OOJNBHOTO C JWAarHo30M OOJbIIast
TajacceMusi ylajioch YCTaHOBUTH THI MyTa-
U B OeTa-riioOMHOBOM TeHe. KimHuvecku
COOTBETCTBYIOIIMK  OONBIION  TallacCEMHH
OONBHOW WMeN KOMIIAYHAHBIH TEeHOTHUI C
JIByMsI pa3IUYHBIMA MYTAlUsSMHU. 3aMeHa
HYKJICOTH/IAa TYaHHUH Ha HYKIJICOTH]| aJICHUH B
110 mo3uimu mepBoro muTpoHa (1VS-1-110,
G-A) u 3aMeHa HYKJICOTHIA T'yaHHH Ha aje-
HUH B MIEPBOY TO3WUIIMK BTOPOTO MHTpOHA Oe-
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ta-rnoounosoro rema (IVS-11-1,G-A). T.o.
TeHOTHUIl OOJBHOTO C JAWArHo30M OoJbIast
tanmaccemus - 1IVS-1-110, G-A / IVS-11-1,G-A.
B Ill paiione u3 13-Tu getedl ¢ IUArHo3om
reMOJIMTHYecKas OOJIe3Hb Y S-TH MalbuHKOB
yaanoch OOHApy>KUTh MOJHBIM W YaCTUYHBIH
JneduuT (dhepmenTa TII0K030-6-
(dhocdarneruapore-Ha3pl. Bece 00JbHBIC SABIISI-
JUCh TEMHU3UTOTAMH TI0 IeDUINUTY (hEepMeHTa.
Tpoe MajbYMKOB MMENIM YaCTUYHbBIN AeuIuT
(depmenra ¢ perotumnom - 6D/ «+». YV aByx
MaJIbYUKOB HaOJIIOAAIN HYJIEBYIO aKTUBHOCTb
tdhepmenra - '6D]] «O0». Y oHOTrO Majb4rKa B
BO3pacte 2,5 JIeT BBISBIICHA OOJbIIAsl Tayac-
cemusi. Y IaJa0Cch HACHTU(QHUINPOBATh THII MY-
TalMu -TII00MHOBOTO reHa. boJIbHOM ABISIICS
TOMO3UTOTOW MO OJHOM MyTalMK — 3aMeHa
HYKJIEOTHJa TyaHUH Ha HYKJIEOTH] aJeHUH B
110-¥ mo3uIKH MAJIOTO — IMEPBOTO HHTPOHA [3-
r106MHOBOTO TeHa ¢ reHotunoM — B-1VS-1-
110 (G-A)/ B*-IVS-1-110 (G-A).

Takum 00pa3oM, yCTaHOBIIEHHE PETHO-
HOB C TIOBBIIICHHBIM YPOBHEM BPOKIAEHHBIX
3a0oJeBaHMid, BBIICHEHHWE TPHPOIBl HMX Ha-
CJIEZIOBAHUA, TOUHOE OIpeJielieHHe HO30JI0THU-
YEeCKOTO JWarHo3a, WACHTHU(HUKALUS THIIOB
MyTalMid Haubosee XapaKTEepHBIX AJ MOILy-
JISIAA [IaTOJOTHMH HeoOXOomuMa UISL COCTaB-
JeHus rocyaapcTBeHHoro perucrtpa BIIP u
H3, mpoBenenus kBanuduIMpOBaHHOTO Me-
JUKO-TEHETUYECKOTO KOHCYJIETHPOBaHHUS.
[TomoOHBIE MepoONPHATHS, B KOHEYHOM UTOTE,
B OyaylieM MO3BOJIAT CHU3UTH IPy3 MAaTONO-
TMYECKOH OTATOLIEHHOCTH MOIYJISAIMN U mpe-
JOTBPAaTUTh POXKIEHUE JIeTel C BPOXKAECHHbI-
MH U HacJIEeJCTBEHHBIMH AaTOJIOTUSIMH.
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Resear ch of congenital faults of developmental and hereditary diseasein Westernre-
gions of Azerbaijan
Akperova G.H.
The Baku State University, Baku, Azerbaijan

Medical-genetic researches among the population of three large district of Western re-
gions of Azerbaijan with the purpose of the further drawing up of the register of phenotypic eas-
ily diagnose congenital faults of development and hereditary diseases subject to obligatory reg-
istration carried out. High frequency of spreading of breach of CNS, congenital pathologies of
sight and hearing is established. Phenotypic frequencies of the revealed pathologies are calcu-
lated. At children with the diagnosis hemolytic illness full and partial deficiency of glucose-6-
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phosphatdehidrogenaze is reveaded. With usage of a molecular method of polymerase chain
reaction the types of mutations p-thalassemiain the inspected regions are identified.



