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AHAJIN3 HACJIEJICTBEHHBIX HAPYIIIEHMIH CUCTEMBI KPOBU
B TPEX 30HAX A3BEPGANJI’KAHA
AxkniepoBa [ A.

bakxunckuii I'ocyoapcmeennwiii Yuusepcumem, baxy, Azepbaiiodncan
[onpo6uast madopMarrs 00 aBTOpax pa3MellieHa Ha caiTe
«Yuénsie Poccum» - http://www.famous-scientists.ru

IIpoBenen aHaJn3 HacJeCTBEHHbIX HAPYIIEHMII CHCTeMbl KPOBH Cpeiu IO-
nyjsiuun Myranckoii, lllupBanckoii u 3anagHoii 300 A3epOaiixxana. Unen-
THGUUHPOBaHO 65 nedeKTHBIX B-r100MHOBBIX reHa, NATH THNOB MYTALlUA U
TPU reHOTHIIA MO P-TanacceMun. YCTaHOBJIEHO ABa ¢eHOTUNA MO AePUIUTY
(depmenTa ri10K030-6-pocdar qeruaporeHasbl y HOBOPOKIEHHBIX ¢ TeMOJIH-
THYeCKOH 00J1e3HBI0. 3a)MKCHPOBAHBI CJIy4an 3a00JeBaHUs reModuueii.

Cpenu reHeTH4YecKd OOYCIOBICHHBIX
3a00IeBaHUil CHCTEMBbI KPOBH Ba)KHOE MECTO
M0 3HAYMMOCTH M PACHPOCTPaHEHHOCTH 3a-
HUMAIOT  HACJEACTBEHHBIC  SH3MMOIATHH
SPUTPOLIUTOB, BBI3BaHHBIC AeduuuToM Qep-
MEHTa TIII0K030-6-(ocdaTaernaporeHassl
(T6d]), KOTOpBIH OCOOCHHO XapaKTepeH s
crpan Cpeau3eMHOMOpBS, HEKOTOPBIX CTpaH
Jlatuackoit Amepuku u Adpuku [13]. Tlo
ceenenusiM BO3, B Mupe, B TOM uucle B
CHI', macuuteiBaercs okoio 100 mutH. yeno-
BeK ¢ HemocraTtouHocTeio 6D/ [3; 4]. Beu-
Iy pacIIMpeHHsl CIIeKTpa IPOU3BOACTBA H
noTpebJieHHs B HAEMUYHBIX PErHOHAxX Jie-
KapCTBEHHBIX IPENapaToB OKHCIUTEIBEHOTO
JNEHCTBUST M BO3HUKHOBEHHS KEIATYXU Y
OONBHBIX HOBOPOXKAEHHBIX, HEOHATAJIbHBIC
CKpPHHUHT-TIporpaMmbl 1o gepunury ['6DJ]
sBisitotest  oos3atensHeiMH  [9].  HamOonee
pacipocTpaHEHHBIMH ~ MOHOTCHHBIMH  pac-
CTpOWCTBAaMH T'eMOTJIOOMHHOW CHUCTEMBI BO
BCEM MHpE SIBISIIOTCS TAJaCCEMUH, CPEIH KO-
TOphIX P-Tamaccemusi cocraisier 6omee 90%
BCEX THUIIOB 3a00JIEBAaHUS M SHAEMHYHO IS
nomysinuid Cpen3eMHOMOPCKOTO Oacceiina,
Bmxnero Bocroka, Asum u Adpuxku. Pac-
Tymias T7o0ainbHas MUTpalusi TNpHBena K
MPOHUKHOBEHHIO 3TOro 3aboneBanus B CIIIA
u ceBepo-3anaa EBpombl, B BUIy 4ero CKpu-
HUHT Ha HOCHTEIIBCTBO [-TajlacceMUu BXOIUT
B CIIHCOK O0SI3aTENbHBIX MPOQUIAKTUIECKIX
nporpamMM BO MHOTHX cTpanax [7; 10; 11; 12].
Haunbonee yacto BcTpeuyaromumMmcs HaciaeacT-
BEHHBIM T'e€MOPpPAarMyecKUM IUATE30M Koary-
JSIIMOHHOTO TEHe3a SBISETCS TeMOQHIUS C
yactoror oT 6,6 1o 18 ma 100.000 >xureneit
Mmyxckoro nona [1]. B Bumy Toro, uro yum-

TBIBa€TCA JHIIb O0pamaeMocTb BO BpeMs
KpPOBOTEUEHUH, YNCIEHHOCTh OOJIBHBIX I'eMO-
¢unuel B JEHCTBUTENFHOCTH OKa3bIBACTCS
ropasno 6osbiie [6]. OTMedas ocoOy0 ponb
yKa3aHHBIX 3a00J€BaHWN B HMHBAIMAM3ALUH
JleTeld, B TOM 4uciie u B AsepOaiipkane, pe-
3yIbTaTOM 4YE€ro SBISAETCS  AJUTEIBHOE,
CIIO)KHOE M JIOPOroe JIeYeHNEe, HaMH NIPOBEe-
Hbl TOMYJSAUOHHO-TEHETUYECKHE HCCIEN0-
BaHUA cpenu HaceneHus Myranckoit, IHup-
BaHCKOM W 3amangHoi 30H A3sepOaiimkaHa ¢
LEeNbl0 MACHTU(UKAMK JIUL, OTATOIIEHHBIX
9H3UMOIEHUYECKON aHeMueH, P-Tanaccemueit
U reMouiInel, ompenereHus] 4acTOThl pac-
MPOCTPaHEHHs] U TUIIOB MyTaluil 3aboeBa-
HUH, YTO HEOOXOOUMO Ui JajdbHEHIIEero
MIPOBEJICHNUS TPEHATaJbHONW JMAarHOCTUKU B
CEeMBAX C PHCKOM POXIEHHS OOJIBHOTO pe-
OCHKa M COCTaBJICHUSI PErucTpa MO JAaHHBIM
MATOJOTHSIM.
MaTtepuaJjbl H METOABI

Martepuan coOpaH B 9KCHEIUIIMOHHBIX
YCIOBUSIX B Celax W B PallOHHBIX LEHTpPax
Myranckoi, lupBanckoit u 3amagHol 30H
AzepbOaiimxana B iepuon ¢ 2004 o 2007 rr.
s BeIsIBIEHUsT OOJNBHBIX C HACIIEACTBEHHON
MaTOJIOTHEN KpPOBU HCIOIB30BaHBl CIUCKU
BTOK LIPB. B cemax mpu nogBopoBoM 00X0-
Jie ceMell MpoOaHIo0B COCTAaBIEHBI POJOCIOB-
Hble M IIyTeM T€HEaJOrMYecKoro aHajlnsa
IuQdepeHInpoBaHbl  CIy4ad HacJeICTBEH-
HBIX HapylleHui# KpoBu. B kaudecTtBe Mmarte-
pHuasa Ui aHAJIM30B UCIONB30BaHbl 00pa3Lbl
KpOBH, 3a00p KOTOpOH MPOM3BOAMIN B MHK-
ponpoOupku ¢ aHTHKOaryiasHrom. C momo-
IIbI0 CKPUHUHT-TIPOTPaMM BBISIBIEHBI CITydan
B-Tamaccemun M HEOOCTaTOYHOCTH (epMEHTA
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'6d/1 cpenn yuammxces 5-11-x kimaccos [14].
B kauecTBe dKCIpecc—IMarHOCTHKH JepHIIN-
ta ['6D]] ucnonp3oBaH Merox (GIrOOpecIy-
pyronmmx nsaten Beutler E. (anmmapat Hoefer
MacroVue UV-25, Amersham Bioscience,
USA) [2]. dns upeHTHGHKAIUK THIIA MyTa-
muu B-Tanaccemuu Ha ammapare Thermal cy-
cler Biocycler TC-S (Roche, USA) ucnoib-
30BaH MOJICKYJSIDHBIH METOJ BBICOKOTEMIIE-
patypHoOi ayutenb-crenuduyeckoil amrudu-
Kalliy, OCHOBAaHHBIA MO MPUHIHUIY METOoJa
nonuMmepasHo-lenHoi peakmuu [8; 17]. C
LETBbI0 TECTUPOBAHUS U3MEHEHUH Pa3IMYHBIX
peruoHoB [B-rmodounoBoro reHa (B-I'T) wuc-
MOJIb30BaHbl CHHTETUYECKUE OJMTOHYKIICO-
TUAHBIE KOHTPOJbHBIE mpakimepsl - NoNe 15,
16, 30, 31, u mpaiiMepsl KOHKPETHBIX MYTa-
mmii - 40 1VS-1-110 M (G-A), 41 IVS-1-110
N, 49 IVS-2-1 M (G-A), 77 IVS-2-1 N, 46
IVS-1-6 M (T-S), 54 Codon 8 M (-AA), 55

15

Codon 8 N. [lnst yTO4HEHUS KIMHHYECKOTO
Irar{osza OOJbHBIX HACJIEACTBEHHBIMH TeMO-
IJIOOMHOMATUSAMH ~ HCIOJIB30BAaHBl  METOJ
anekTpodopesa remoriodWHa Ha alerat-
LEJUTIONIO3HBIX TUTCHKAX (ammapat
EPS3501XL, USA) 1 aHanuTUYeCKU METOA
H309J1eKTPOOKYCHPOBAaHUSI TEMOTIIOONHOB B
MOJMAKPUIAMHIHO-aM(DOTMHOBBIX TIACTHH-
kax C pH 3,5-9,5 (ammapar Multiphor II,
USA) [15; 16]. YacroTsl onpeneneHsl mo 00-
HICMPUHSTON MeTouKe [5].
PesyabTatel n 00cyx1enne

B xoze npoBeeHHBIX UCCIEIOBAHUI B
9-Ti KpymHBIX palioHax Tpex 30H AszepOaii-
JKaHa BBIABICHO 182 GOJBHBIX, CPEIU KOTO-
poix y 103 nmerei ycTaHOBIIEHa TeMONUTHYE-
ckast OomnesHb HoBopokaeHHbXx (I'BH) -
56,60%, y 46 GonpHBIX - B-TanacceMus ¢ yac-
ToToi 25,27%, y 33 OONBHBIX - TeMO(UIHS C
vactoro 18,13% (puc.1).
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Puc.1. HacnenctBennsie 601€3HU KPOBH B Tpex 30HaX AszepOaiixaHa
1. Myranckas 3oHa; 2. lllupBanckas 30Ha; 3. 3anagHas 30Ha

B nmaHHBIX MOMyIAIUSAX HACHTHDUIN-
poBaHo 65 medextHpix B-IT u HATH THMOB
MyTaluil B-TamacceMuu: 3aMeHa TyaHHMHa Ha
anenuH B 110-o#t mozunuu | uaTpona B-I'T ¢
denotunom  B*-1VS-1-110(G-A);  nenenus
JIBYX HYKIEOTHJOB aJeHHH B 8-oM KomoHe |
sx3oHa B-I'T — B°-codon 8(-AA); 3ameHa rya-
HUHA Ha ajieHuH B 1-i mo3uumu |l uatpona f3-
IT ¢ penorunom p’-ranaccemun — B-1VS-2-

1(G-A); 3aMeHa ryaHWHa Ha IUTO3MH B 5-i
nosunuu | unrpona B-IT - B*-1VS-1-5(G-S);
3aMeHa TUMHHA Ha IIMUTO3MH B 6-if mosummu |
untpona B-IT — B*-1VS-1-6(T-S). Pesynbra-
tom 1VS-1-110(G-A), 1VS-2-1(G-A), 1VS-1-
6(T-S), 1VS-1-5(G-S) nedexroB sBisiercs
HapyIlIeHUEe JTamna CIUIaiCHHra OMOCHHTE3a,
pe3yabTaToM MuKponenenuu codon 8(-AA) -
HOHCEHC-MYTalLlUs, Hapylialomas  TpaHc-
kpumwio (tadm. 1).
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Tabauna 1. Yactora Mytanuii B-riioOMHOBOTO reHa B TPEX 30HAX PECHYOIHKH

Yacrora reqos, %
Tun myTtanmit 30HBI
MyraHckas [IupBanckas 3ananHas
B™-1VS-1-110(G-A) 30,77 6,15 13,85
pP-codon8(-AA) 16,92 3,08 -
p’- IVS-2-1(G-A) 13,85 - 6,15
B*-1VS-1-5(G-S) 6,15 - -
B'-1VS-1-6(T-S) 3,08 - -

Cpenu TanacceMUKOB y 22-X yCTaHOBJIEHBI T'€TE€pO3UTOTHBIN, 11-TH — rOMO3WTOTHBIH,

13-t KOMIayH/IHBII TeHOTUIIBI (pUC. 2).
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Puc. 2. Yuactue B-I'T B popMupoBaHHY TEHOTHIIOB 1O J-TaTacceMUU
1. IVS-1-110(G-A); 2. Codon 8(-AA); 3. IVS-2-1(G-A); 4. IVS-1-5(G-S); 5. IVS-1-6(T-S)

AHanu3  onpeneneHuss aKTHBHOCTH
¢depmenta ['6DJ], mpoBenenusiii B Myran-
ckoii 30He cpenu 40 HOBOPOXKIEHHBIX C AMAr-
Ho3oM ['BH, mo3Bonmun ycTaHOBUTH I'eMH3H-
TOTHBIM TeHOTUN y 34 OOJBHBIX MalbUHKOB,
22 W3 KOTOPBIX HMMENH TONHBIH AeUIHT
¢depmenta ¢ genoruniom I'6DJ] «0», ocranb-
HBIE — YaCTHYHYIO HEAOCTATOYHOCTH C (PEHO-
tunioM ['6D]] «+». Y OOnbHBIX AEBOUYEK YC-
TAQHOBJICH TETePO3UTOTHBIA TEHOTHI IO WC-
ciegyemoMy 3aboneBaHuio. Mnentudunmpo-
BaHO 34 OONBHBIX C JUArHO30M  [3-
TanacceMusi, cpenu KoTtopeix y 17 ycraHos-

JIeH TeTepo3UroTHhI renorun mo B-1VS-1-
110(G-A), p’-codon8(-AA), p’-1VS-2-1(G-A)
u PB-1IVS-1-5(G-S) myramusM, y 8-mu —
romosurotHslii — no P*-1VS-1-110(G-A), B’
codon8(-AA) u B’-1VS-2-1(G-A) myrammsm,
y 9-TH — KOMIayHIHOCTh C YYacTHEM BCexX
nata tunoB mytauuii B-I'T. CornachHo cnm-
ckam BTOK IIPb B nannoit nonynsuuu 3ape-
THUCTPUPOBAaHO 14 MallbYMKOB C AMAarHO30M
remouius. B upanckoii 3one y 16 HOBO-
poxkaeHHbIx ¢ auarHo3oM I'BH, kak y mamb-
YHKOB, TAK M y JI€BOYEK YCTAHOBJICH TOIHBINA
n gactTuuHblil neduuut depmenta I'6D/. B
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XO/ie MCCJIEeIOBAHMUI BBISBJICHO IBOE KOMIIA-
yuaoB ¢ penorumamu P-1VS-1-110(G-A)/p°-
codon 8(-AA) ¥ OIUH TOMO3HTOTHBIA OOJb-
Hoit - B’-1VS-1-110(G-A)/B*-1VS-1-110(G-
A). YcTaHOBIEHO 7 MaJbYHKOB ¢ reModuin-
eil. B 3amannoii 30ne cpenu 47 nereit ¢ I'bH
y 25 HOBOpOXIIEHHBIX, @ UMEHHO y 20 manb-
YUKOB MIACHTU(UIHUPOBAH T'EMU3UTOTHBIN
TEHOTHUII U HyJIEeBas M YaCTHUYHAsl aKTUBHOCTD
sH3uMa. OOciieoBaHHbIE IEBOYKU - TETEpO-
3UTOTHI 110 AaHHOMY 3a0oneBaHuio. MnenTu-
¢ummpoBaHo 9 OONBHBIX C [-TasacceMue,
CpeAM KOTOPBIX HATEPO SBIBIMCH T'€TEPO3H-
roramu 1o P-1VS-1-110(G-A) u B°-1VS-2-
1(G-A) myrauusiM, JBO€ — TOMO3UTOTAMHU -
B*-1VS-1-110(G-A)/B*-1VS-1-110(G-A),

nsoe — kommayHaamu - BT-1VS-1-110(G-
A)/B’-1VS-2-1(G-A). Tlo cmmckam BTDK
IPB cpenn nomymnsuuu 3anagHoi 30HBI 3ape-
THECTPUPOBAHO 12 MabYMKOB ¢ reModuinent.

B xozme mpoBeneHHoil pabOTHI B Tpex
KPYIHBIX 30HAaX pecrnyONHKH YCTaHOBICHO
MATh TUIIOB KOMIAYHAOB CO CIEAYIOMINMHU
denorumamu:  p-1VS-1-110(G-A)/pP-1VS-2-
1(G-A) — gerBepo O6ONMBHBIX M3 MyraHcKoil U
BamanHoii 30H, B*-1VS-1-6(T-S)/p’-codon 8(-
AA), B*-1VS-1-5(G-S)/B*-1VS-1-6(T-S) u B'-
IVS-1-5(G-S)/p*-1VS-1-110(G-A) — uerBepo
OOoNbHBIX U3 MyraHnckoii 3ombl, P-1VS-1-
110(G-A)/p°-codon 8(-AA) — maTh GOTBHEIX
13 Myranckoit u lIupBaHcKkoil 30H.

Takum oOpa3oM, MpoOBeACHHBIE HCCIIe-
JOBAaHUS TIO3BOJIMIIM YCTAHOBUTH BBICOKYIO
YacTOTy paclpoCTpaHeHUs: [-TajacceMuH,
CBSI3aHHOW C YaCTHYHBIM U MOJHBIM OTCYTCT-
BueM skcrpeccun B-I'T, n unaentuduumpo-
BaTh ABa (QeHoTHNA MO AehuuuTy depmeHTta
I'6®]J] y HOBOPOXKAEHHBIX C TEMOIUTUYECKON
Oonesnpio B momyisiunu Myranckoi, [lup-
BaHCKOM M 3amamHoli 30H A3sepOaiimkaHa,.
3HaYMMOCTh HACTOSIIEr0 HCCIEIOBaHUS 3a-
KIIO4aercs B HW3YYCHHH  MOJEKYJSPHO-
TeHETHYECKOH XapaKTepHCTHKH pacipeaee-
HUSl TIATOJNIOTHYECKUX T€HOB HENOCTaTOYHO-
ctu 6D/, remodwminu u B-TamacceMun cpe-
I 00cIeOBaHHOIO HaceleHusl AJsl paspa-
OOTKM TpOrpaMM T'€HETHYECKOr0 CKPHHMHIA
OepeMEHHBIX ¥ HOBOPOXAEHHBIX C LEIbI0
BBISIBIICHUA OpavHBIX Hap C PUCKOM DPOXKIe-
HUSl OONBHBIX JIETEH, a TaKkKe HOBOPOXKICH-
HBIX C Pa3NMYHBIME (YOPMaMHU M COYETAHUSIMH
reMOrJIOOMHONATHH, YTO TMO3BOJIIET OKa3aTh

CBOEBPEMEHHOEC JICUCHUE U PETPOCHEKTUBHO
BBISABIIITh CEMbU, UMEIOIINE PUCK MOBTOPHO-
T0 POXKJICHUS TIOJOOHBIX JICTEH.
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THE ANALYSIS OF HEREDITARY INFRINGEMENTS OF SYSTEM OF BLOOD IN
THREE REGIONS OF AZERBAIJAN
Akperova G.A.
The Baku State University, Baku, Azerbaijan

The analysis of hereditary infringements of blood among population Mugan, Shirvan and
Western regions of Azerbaijan is carried out. The 65 defective of B-globins genes, five types of
mutations and three genotypes on p-thalassaemia is identified. Two phenotypes on deficiency of
enzyme glucose-6-phosphate dehydrogenase at newborns with haemolytic anaemia are estab-

lished. Cases of disease by hemophilia are fixed.
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