BMOOPIAHMYECKASYS XUMMISI
mom 15« Ne 7+1989

VIIK 577.213.3

XAPAKTEP /IBYX MYTAIIMOHHBIX IOBPEREHNI
$-I'JIIOBUHOBOI'0 T'EHA NPU f°-TAJIACCEMUII B A3EPBAVUKAHE

I'oavyos A. A., Cypun B.J.*, Jyxvanenso A.B.*,
Aaercees A. A., Eatoes O. K., Bunozpadoe C. B.**,
Coanoeves I'. A.*, Bepaun I0. A.%*, Hleapy L. H.

Jenunepadcruii urncmumym sdeprot @usury wan. B. I1. Koncmanmunosa
Axradesuu nayr CCCP, I'amuuna;

* Bcecornsnblil 2eaamonozudeckull Hayunbll yewmp
M3 CCCP, HUH srcnepumenmaabroi 2emamososu U
6uomezrosozuu, Mocksa;

** Hucmumym 6Guoopeanudeckott zumuuw um. M. M. Hlensruna
Aradenuy nayr CCCP, Mocksa

Onpepesierre MOJEKYIAAPHOX TPHPOABL MYTAHOHHOTO IOBPEXHEHAS -
TJIO0HHOBOrO TeHa HPH [-TajacceMMU CHYRUT OCHOBONOMATLAOIUM SBEHOM
B cucTeme o(QeKTHBHON IpPeHAaTANBHOH TUATHOCTHKA 3TOTO THMKENIOI0 3a-
Oonesanng. B HacTosmee Bpems Gnarogaps WHPOKOH TporpaMMe WCCIemoBa-
HUH B DasHHX perMOHAX MWpa oUpeleseHa MoJeKyJspHas npupona 6ojee
50 Myramui#t B P-rro6uHOBOM TeHe, TPUBOAANMX K DPASBHTHIO P-TalacCeMUN
{1]. HockompKry ceKTp MyTaUuit B PA3IMIHBIX CTPAHAX BAPHUDYET B LIMPOKHX
mpeferax, IIA KayRKOH cTpansl HeobXomuMma NpPOrpaMMa HCCAefoBAHHE IO
OIpeleleAAI0 TPHPOEI MONEKYJIAPHEIX medeKToB NpH [-TaracceMmH.

Panee mun amanusa MONeKYNsDHBIX OCHOB MyTaumil B-riio6EHOBOTO TeHa
¥y boapEHNX B-ranaccemueil B Azepbaiiiyrare MBI HCIIONB30BANN METO aMIIApH-
xapun JJHHK in vitro ¢ mocnemyiomuM CexBeHmMpoBaH@eM, B Pe3ynnpTaTe Iero
Oblila BLIABJEHA TATOTEHHAS MyTalllsA, XapaXTepU3YIOMAsCH nedenued IByx
HYKIeoTHgO0B B 8-M KomoHe P-rimo0uHOBOrO reHa (TYpelKUi THO MYTALHH)
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Apanis go wmeropy Mawxcama — Tmabepra aMmau@UIUpOBaHHEEX in vilro ¢parMesTon
$-rnodmuonost JTHK 6Goasusix BP-ramaccesmmelil (o — rpamsmuus C — T B 39-M Kopmome,
6-— neneupss G B 82/83-m womowax; psALOM C MyTaluMmeii IPHBEJEHA COOTBETCTBYIOWAM
HYKJICOTHAHAA MOCAEA0BATEAbHOCTL B HOpMe; daerTpodopes 8 8% ITAAL, moxasaHs ydacT-
XM CeXBEHEPYONMX Tesell, HermocpegcTBeRHO BRIouammmue Myrauymo). HHIK soigensnm
n3 KpoBm Gosnumx BO-Tamaccesmed mo MeToxy [4], BOop mpaiiMepon NJIA aMIINQUKALEH
o0cy:RaeH B pabore [5], HONYUICHNE MEYEHBX IPOAYKTOB aMIVIAQHKALAK H MX CEKBEHHPO-
: BaXHe OPOBOAMJY Kak omucamo pasee [2]
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(2]. B nacrosamem coofMEHAW HU3NATATCH HAHHLIE 1O BHLIABICHHIO B COCTABEe
BTOPOTO 9K30HA [-rioGiHHOBOTO Te€HA ABYX APYruX mpusomamux k P-ramac-
ceMuM MYTALHH, OfiHa M3 KOTOPHIX M0 CHX 1op He Opla  olHCcAadA.

Har BujHo M3 pesyIbTaToB CTPYKTYPHOIO AHAIM3A, OJHA M3 00HApyKeH-—
HHIX HaMm MyTagni mpepcrasiser coboii rpamsunmio G — T B 39-m romoue
CAG (Glu) B-rmoGumosoro resa (puc. a), B pea3ynsTare KOTOPoil on npespa-
maerca B 6eccmuicaennsil xogon TAG, rorma kar aApyras, paHee He OMHCAH-
Hag MyTAuMs ABAACTCHA medemmed 3sena (G Ha cThKe KomoHoB 82 u 83 (pucy-
HOK, 6), TAK 9T0 B HOBOH paMKe CUMTHIBaHuA yrike depes 13 mykmeoTupHBIX
3BEHEER BO3HUKaeT Oecemumcaenunit Kogon TGA. B ofonx cayaasx Po-ramac-
CeMHs ABNAETCHA MPAMBIM CIEACTBHEM O0pPHBA CUHHTEAUPYeMO#l HenTu HOoH
I[e#, TPEIATCTBYIOMero 00pasoBaHiin HOPMaXbHOrO [-ruobima.

TarnM 06pasoM, HMCCIEHOBAHNUSA TOCJGHEr0 BPEMEHM TPHBENH K HIeHTH-
Puranmm B asepOalfRAHCKOM LOMYIALUHE 4eTHPeX MYTAni B B-raobuHonom
Tere, BRIBBBAIOMMX cuHApom P-ramaccemau: tpamsmimus G — A » 110-m no-
soskenam unrpoua 1 [3], AA-pnemenusa B 8-m wopone [2] w ommcanrsie B HacTOR-
menm coobierun C—T-rpawsunua B 39-M KoOIOHe W BIEPBEHIe HADIIONABIIAACH
G-penenusa B 82/83-M Kogome; MepBas M3 HTUX TeTHPeX MyTamuil o0ycaosam-
paer Pr-rasaccemMmio, TOrma Kark TPH ocTanbHbie — Bl-ramaccemuio. JlanpHeii-
IIYe MCCHRHOBAHUA WO3BONAT BEHISCHUTH, KaKue M3 oOHAPYREHHBIX MYyTaIMi
JIOMAHUPYIOT B 9TOM DerioHe.
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Molecular nature of two P°-thalassaemia-causing mutations in p-globin gene in Azer-

baijanian population has been elucidated, viz., C—T {ransition in 39 codon (nonsense
muation) and previously unknown G deletion in 82/83 codons.
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