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BobiIMHCTBO  HM3BECTHBIN MYyTAIMHE, IPUBONANNIX K HACKEACTBEHHEOMY
CHEIPOMY [-TaacCeMMH Y TeJIOBEKA, JOKAIMB0BAHNO B 00JACTH H-TIHOGHHOBOTO
rega or paliona TATA-Goxca mo magana Broporo murpona [1]. B asep-
OailJUKAHCKOM TOMYISNMHA, SIBJASIOUEHCA TIHABHAIM HOCHTEIeM 3TOTO 3adoje-
parus 3 CCCP, no Hactosmero BpeMenm CTPYRTYPHO WIAEHTHQUIAPOBAHA
TONBKO OfHA MYTaIuss, Koropas HpueBoxur k PF-ramaccemmu [2]. B macros-
meli pabore, mCwoAb3yA MeTon aMimaduramuy remomuoi JHE in vitro [3],
MBI YCTAHOBHIIK MOJEKYIAPHYIO UPUPOLY MYTaluy B asepbaimmrancroil momy-
JANEN, TPUBOAANIEH R PP-rasacceMmnu.

JHK Beipenanm mo merofy [4] w3 nelikoruron mepmddepmaeckoil KpoBul
OompHOTO (MO RIMHUYECKWM M TeMATONOrMUYECKHM JaumubiM) p°-ramaccemueil
u rpex ero OMmKAKIIEX DPOJCTBOHHMKOB. B deTsIpex IoJyUeHHBIX 00pasiax
aMmrpUIIPOBANE IBA YYACTRA B-IVIOOHHOBOrO Tena, KAk ONWCAHO pamee [D],
Henmoibayst cunrernyeckuo 20-3pemusbie npaimepst u rtepmodrubuyio JITHER-
nonumepasy us Thermus thermophilus (cm. puc. 1), B xamom cioygae am-
lmuuRAIIO IPOBONUIN B TPeX BapUAHTAX — KAK ¢ HeMEYeHBIMH Dpaiimepa-
MH, TaKk U ¢ o0emMm KOMOMHAUMSIMH HemeweHoro u 5 -*P-mevenmoro mpaiime-
POB, UTO MO3BOJHIO TONYYMTL IYIIEKCH, B KOTOPBIX H30MpPaTeNbHO Meuena
ofHa M3 nenei., [lo oKomwammyw aMOAMQUKAIME PEAKIUOHHYIO CMech pPasje-
AA0E 9NeRTPOPOpPesoM B IOMHAKPHIAMIIHOM Tejle ¥ BLIJieeHHbIe U3 e I10-
murykaeotnl papsoir 260 uw 329 mo. (dparmenmro: I w II) [D) amanmsu-
POBAIIH.

Cravana 6w mposesen amanums parmenra 11 B-ruobmuonoro rema, oxsa-
THIBAIONIEr0 3K30H 2 ¥ (QIaHRUpPYIOIIHe ero yJyacTKY HMHTPOmOB 1 u 2,
¢ momombio pecrpmurasel Avell; m3BecTHO, YTO B HTOM YYACTKE TOHA HAXO-
nsarves ppa Avall-cajira, 13 korophix Aumb ofus (mymmeorumsr 21—25 sn3o-
ga 2) meusMeHeH, Torga Kak sTopoll (sBembsa 12—16 umrpoma 2) nosumop-
den [1], 9ro jiemaeT BOBMORHBIM AHAIN3 BEPOATHOCTH €TI0 CIEINIBHHA C MY-
TAHTHBIM TeHOM. Ilax BHJHO M3 IIOXYYCHHBIX pesyibraTos (pme. 2), orei,
MaTh M 3HOPOBEIL pPeGEeHOR ABNAIOTCH TIeTePO3UTOTHHLIME HOCHTENAMM HOJH-
smopduoro Avall-caitra, Torma kaw y npofanpa B 060UX AJIENSIX DTOT CAMT
OTCYTCTBYET., OTO 3aRI0UYenne ObBUIO 3arTeM TOATBEDIKACHO PEe3yabTATaMH
cexpenmpopanns no Marcamy — I'madepry [6].

Brarojapa wabuparteabHoOMy TEPMHHATILHOMY MEYEHHIO KajKIOH w3 Iemneil
B cocrase aMiumpuuuposaunbix pymiexkcos [ m Il Bce umsydsenmsie mamm
dparmentsr  B-rioGmuosoro rema B uwererpex pasmmuymsx  JHK  Gpoim
cekpeHupoBanel mo obeum LeusM. B crpyrrype JHK mpobampa Osiim obma-
pyskensr Tpu ocobemmoct. Tax, Bo ¢parmenre I mabiwopnazachk TPaM3MIMT
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Puc. 1. Cxema wactu B-T00MEOBOTO TeHa YeNOBEKA. YKAZAHBI TPARMLBL ABYX aMmagn-
unpoBaHHEEX yaactkoB rema (I m II), mogBeprayThIX CeKBEHHPOBAHEI (IPOLYRTAM aMILLN-
QUKraUEE OTBEYAIOT 33YEPHEHHBIE NUPAMOYTOLEHIKY)

328
265
21

Pmc. 2. Avall-pecrpuxtaslii amanus Il yyacTka B-roGHEOBOTO Tema B ceMbe GOIBHOIO
P%-ranaccemueil (B BepxHeil wacTH PHCYHKR XaHA DPOJNOCIOBHAA 5T0il cempH). IlpmBefeHbI
pesyabTaTel MeKTpodopesa B 6% monmakpmiaMHLEOM rele (IPOKPALIMBAHHE GPOMUC-
THIM JTHAEEM) npoayrros amrumuduxauun 11 yuactka JHK orua, martepd, 3m0poBoro
peberra u Goxpuoro pebemka (rapManwl 2, 4, 6, 8) u Avall-pecrpurru stax JIHE (I, 3,
5, 7 COOTBETCTBEHHO). YKA3aWbl PasMepsl OCTABIIEXCH B reje mauboiuee KPYHHBIX IpO-
OYKTOB pecTpukuma (. 0.; TIMHBI NPUBENEHLI 063 ydYera BBICTYHAKIMUX TPEX3BOHHEBIX
xoELOB). Mparment 214 mw. 0. oTBEWAET BOPMAJBHOMY alIeNio (COmep/KuT 002 yIoMu-
HaeMpIX B TekcTe Awvall-caiita), a dparserr 265 m. 0.— MYTAHTHOMY aJietro (DoXHMOpP(-
BEIfT Avall-caiit B Hawame BTOPOrO HHTPOHA OTCYTCTBYET)

C — T B tperbeM MOLOKEHHN BTOPOTG KOXOTA B-Tro0mEOBOCO Tena (HeRTpamn-
Hag mytauus). [Janee, B cocrase Qparsenta 11 oxaszames MOpHQUIHPOBAHEBIM
Avall-caiir (rpancsepcus C— G B 16-m 3peme 2-ro mHTpoHA), UTO COTJIA-
CYeTCA ¢ IIPHBEJCHHBIME BBINe (puC. 2) HaEHBIMA 00 OTCYTCTBHH DTOT0
PECTPERTHOrO caiiTa B 000MN AINEIsIX I'eHoMa Npodamga ¥ B OHHOM U3 ajlie-
Jleii KasRHEOTO M3 0oCTaNbHEIX Tewmomob. Hawomern, B I ¢parmenrte 6pina obma-
py:erna peneuums gByx mywreotwnon {AA) B cocraBe BOCHLMOrO KOZOHA
B-rmobumosoro rema (em. pume. 3). Vmemmo »rta jgemenus ofycuopiuBaet
pl-ramacceMuio: CABUTAS PAMKY CUNTHIBAHNA, OHA BBI3RIBAET MOITH HEME[-
JIEHHOe TOABNEHWE TePMUAHDYIOLIET0 KOJOHA M TAKUM 00paszoM JenaeT He-
BO3MOMKHBIM CHHTE3 3PeNore 3-IiIobuHa.

Jenenua AByX HYRIZEOTHHOB B BOCBMOM Kojome B-rio0mHOBOrO resa ObLia
Boepesie onmcama B 1981 r. B rypenroit cembpe (7] m megasmo ofmapyiena
vy 6oabmoro B’-ramaccemmeil B Jlwpame [8]; mo mammM mpexBApHTENBHBIM
JAHHEBIM, 9Ta MyTaumg coemnena ¢ 1V rammormomom mo Oprumy [9]. TTomy-
UEHHBIE HAMH DE3YABTATHLI [OKASHIBAIT CYLIECTBOBAHHE TAKOH e MyTal[Hu

567



UHIOKOIvI UdL BE
-0TOM 0JOLE ¥) OHOHE YV U
-MLIOOITMAHMY HHEHILOLY 000N
¥0991IgeI00 ¥ oKdoH g BHOI
OJOTOHKQOLI-¢§  BHOTOM O
-0|9I008 BLIOHILOIRIOUAIION
wHonotryes Axwed g WoIoN
XI4EOIDIIND  HLOOHILaLREON
-9Ir001 AUIIOIAdLILILLOOD
I9ERY ¥ Yoo XILOrdITWomL
-ge BIY Horas XmurordAduHed
-197 mimewsedd MmoYeard(]
VH MoHarodIoN € M HenN
-929RI'RI-o{ OIOHIIL0Q OWOHIL
€ RHAI 0I0TOHUQOLI-§ RHLIBRBA
1 omyesodmEeENo) ¢ "OHJ

owdon - ¥nwasIpiDii-of ,

@w ot b @

Towbe ok e e s

P < €5 o g

W oy b S fa

0 0+l 9v 9w 9 3 9sL 9y avy g

T R )
ety

Mocw o o b ek o e B

Tﬁ Lk
hy in
\\\

"



B

Ageplaiiuiane. JT0 JeNaeT BOSMOMHBIM BLIABICUHE HOCHTEACH MYTRHT-

HOTO aJjeNs ¢ HOMOLIBIO OJHUTOHYRICOTHAMBIX 30H0B.
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A mutation causing Bo-thalassaemia in Azerbaljanian population is shown, by the

polymerase chain reaction followed by Maxam — Gilbert sequencing, to be the deletion
of dinucleotide AA from the eigth codone of p-globin gene (the mutation is known to
exist also in Turkey and Lebanon). Two other mutations have also been found in p-glo-
bin gene of the same DNA, one of which (transversion C—G at position 16 of intron
2) eliminates the polymorphic Avall-site and is associated with thalassaemia, and other
is transition C—T in the third position of the sccond 8-globin codon,
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