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AHAJIN3 TIOJTMIMOPON3MA JIHK B YYACTKAX,
TECHO CIIEIJIEHHBIX C TEHOM MYKOBUCIIUTO3A,
B TOIIYJISIUN KUEBA

B pabore npedcTasaenot pe3yabTarst 4iCACO0GURUR PECT DURKUOHAOCO NOIUMsOPHUING ¢ 10-
Kycax, TEeCcHO CHenaexusix ¢ 2erom myxosucyudosa (MB, xucrosnoco (ubposa nodyceaydou-
HOU oceaesnt), o nonyasqui 300posotx 2100el-00K0pO6 1t 8 CeMHX ¢ BuicorkuM puckoyw MB
(Kues).

Hepasrosecroe cyenacuue myraquu  MB ¢ onpedeacsHoiiy  canaoTunaMu  A0KYca
D7823 (¢ cucrenax KM-19 w C8.7) obnupyxcene ¢ cenvaxy ¢ MB. 3ror ¢axr noagoascr
OCHHECTBAATL GHABICHUC SCTOPOINOTHOCO HOCUTEALCTGA Y 3doposuix cubcos & JaHHbx
cemosts w nposodure npenaralvay duaznocrury serodosm AHK-awaausa naoda 8 couera-
HULL C QHOANBOMN (NePMERTO8 aAMnuoTHeckod ocuokocry wa 18—19-ii nedeasx Oepemenrnocru
6 CeMBAY, Yrparueuidx 00260000 peGenKQ, HO UMCIONUX GulCORUL PDUCK ROBTOPHOLO POXCUe-
Hua dereti, Goavtrorx MB.

Beenenne. MB OTHOCHTCSI K UNCAY Tsi2KedbIX MOHOTEHIIBIX NATOJOTHH 4eT0-
BCKA C ayTOCOMHO-PELEeCCHBHBIM THUTOM HacaepoBanus. [Tokasano [1], uto
AJst €BPONENCKOro  HACCJEeHHS yYacToTa BeTpevaeMocTH MB  coctasaser
[:2000 nosopoxiaerunix [2]. Kaxuastii 20-ft xurean [EBponbt MoXKeT aB-
JSTRCH HOCHTEJeM MYTAlTHOro afiens reHa MB. OnHaxo Ao cHX Top no-
NBITKH HAECHTHHHULHPOBATE TOUHOC MECTOHANOAIeHe 0 XapaKTen MyTally,
OPUBOASALLCH K 3TOMY TsKeldoMy 3400JCBaHKID, He VBEHUAJHCH YCIEXOM,
B xone nccaenosarukill Oblad oBHapyKeHBl JOKYCH 7-f1 XpPOMOCOMBLL 4eJio-
Beka (—7¢g31), daaukupywomwure red MB u nmetowne noanvMopdHeie caliThe
pectpurkuuu. JHK-dbparMmetitel 3THX JOKYCOB ObINH KJOHHPOBAHBL H B Ha-
cTogllee BPEMS LIHPOKO HCMOAB3YIOTCS AJs1 NPEHATAJbHOR JMATHOCTHKH H
BBISIBJIEHHS] TeTePO3UTOTHOTO HOCHTebcTBa MB B ceMbAX ¢ BBHICOKMM pHC-
KoM poxaeHus GoabHoro pebenka [2—4]. Ocolblll MHTepec npex” TaBJasieT
dokyc D7S23, B cocraB KOTOPOro BXoAAT yuacTkKH KM-19 u CS.7. Bwuio
NOKa3aHOo, UTO OH HAXOAHTCS AOCTATOYHO OJH3KO OT THNOTETHUECKOTO IeHa
MB [3]. Hanmmue nomumopdubix calitoB PCCTPUKUMH, & TakKe aHANH3
HYKJICOTHANOH MOCAe0BATebIOCTH, (PIaHKIpyloWwell naHHbie caliTsl, f03-
BOJSIIOT NPOBOAHTL H3YUCHHE TMOJHMOPGHH3IMA  AJHHBI  PECTPHKUHOHHBIX
¢dparmento (ITJAP®) mertogov cneuuduyeckoli aMmiaubBUKALHE ¢ HOMO-
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HILIO  MOJAHMEpasioil uennoil peakmnn i >PHCKTHBHON 1IpeHaTadALHOIl
Ansardoctuk MB |5, 6].

Huarnocruueckas ueunocts [MTAPO HITK 8 aannoit kodspernofli 11o-
HVASILIEH ONPeAeasieTest qacrotoll BeTpevaemMoctTH adgdeseil H o cuemenis
nx ¢ MytauMeli MDB. B passe nomvasuHaNx yTo XapakrepHerikil pasJm-
yaorest [7—9). YunrtoiBag 3710, HCOOXOAHMO NPOBE/eNHE aHaJH3a 1aro
JIHK B monyAsiiHaX OTAEABHBIX PErHOHOB A 0TOOPA AHATHOCTHUCCKI HH-
JPOPMaTHBHBIN CHITOM 3011 — PeCTPHKTA34.

Lenblo aannoii padorst Opia amanns [LAP® ANK B soxkyce D7823
(cneremn KM-19 w CS.7), 1ecno cuemaesnnoy ¢ resom MB, y 310poBLx
Aotopos n B ceMbAx ¢ MB Kuena.

Matepsaabl w metoabl. AHK n3 wieton sposn nodyuaai no wmertoxy |[10]. Oauronyx-
Acoranbie npainieput k yvuacrtiay K379 5] w CS.7 |6] cuntesuponann corpyiinKai
Hu-ra soackyaspuoit uostornn w renerisky AH ¥CCP T B. [lanacenwo n C. C. Ornstoini-
KON hOChITAIHINLIM CHOCOGOM B aBTOMATINCCKON Bapuante na cuuwresarope «Geneassemh-
er» ponssodeTsa Pupun «Pharnacias  {IHeuns). Hocae 2e600s1posiig 0AHTOHYKIEO-
FEALE 0NN BIANAAC BA KOJOMKE LISt redb-xpovatorpadiin 1 sates — 3acKTpodopeson
yonomaspraavnmoy reae (TTAATY s aenasypiipyviomnx vedaosmax, jlaoace omronykieo-
FILWDHL MaTepitad »T0HpoBATH 113 redsd H ClOBA HAHOCHIH N3 TeTh-QGIUILTPAIONINIO KOJI0H-
sy, [Ipenapari aHa supoOBANL 11a FOMONCHIOCTL 9ICKTPOHOPEION B JCHATYPHPVIOUUIX V(-
JAOBHSX, NPCABAPHTCILIIO BHOAS 1 S5%-koucrr #P-verky.

[Toanyepasnyio 1IeHVio peakino nposo utmr 8 nnrydaimonnoi epeie: S0 uka cotep-
mamr 67 mM otpue-HCL pH 88, 6,7  uAl MgCl, 10 vM  sepranroyrauosa, 16,6 mM
(NI1:}2SO4, 6,7 vrA 2ATA, 170 sikr/va Owidgpero cuipopotounoro aanbysuna, 1,0 MM
kazkaoro ng nernpex NTP, mapy npaitvepon (0.03 e kaw,oro), 1 oswr JUIK JIHK tena-
rypiuposaan npin 98 °C u oredense 10 mun, 3atenm A00aBmLI 2 CA. aKTHBHOCTH  TCPMOCTA-
Guannoll JIHK-nomiviepasor nonposo.inan cngres npn 72°C 8 Tedenne 4w [locoevio-
ULHC TR BROoaan Aeuarypaio (1 sun, 94°C), o npaitviepon (1 am, 55 C),
ciirres JAHK (3 s, 72°C). [locae 30 nnkaos aMmucn@iraining npodul BuLICPKIBAIN B Te-
newte 10 winr npi Temnieparype 72°C 1o 3ates oxaamiaaan 1], Otéupaan aansBornt no
200 Mk, godasasit ne 5 oen akv. pecrpukras  Psif, Hinol ow s otewcnne 2w Bean pe-
crpurtune upi Tesaeparype 37 °C. 3aren narepuaa dpaswionuposaan s 6 %-nox [TAAT
[12]. B Kauectde mapwepos MOJexyasploii Macen Henoawsosaan 1K Gaxreprodara i,
T IPOIHOBAHNYIO pecrpukrasoit [Hindiff.

PesyabtaTtel u obcyxaenue. lIposeaernpit ananuz [T P®-ranaotunos
B MOMYJASILIH 30POBBLIX JI0/Iell-I0HOPOB, B CEMbAX KOTOPLIX He 00HAPYKCHO
Doabibix MB, ¢BHICTEABCTBYCT O BLICOKO/T yacToTe Berpeuaemocth (0,623
u 0,377) aanecaein [IP® (dparmenrw 0,95; 0,65 1 0,30 1. 1. 11.) B CHCTe-
me KM-19- pecrpuwkraza Pstl. Ananornunpie nceneigosanus [1JAP®-ran-
JOTHIOB B rpymie reTeposHroTHeIx HocHtedells MB  (poaurenn  60JpybIX
AcTeil) BLISBINIH LOCTOBEPHLIC PA3JHUHA 110 YaCTOTe BCTPEHAGMOCTH COOT-
BeTeTBYIOWNN aageqncii (0,426 w 0,571) no cpasBucHHIO ¢ TAKOBOIL B rpynne
3J0POBLIN AOHOPOB B AalHOl SHETCMR.

Hanbonee HHTCPeCHBIMH 1IPEICTABJISIOTCA e3yJbTarbl, NOJAYUEHHBIE
HpH anadise ranaorinos 6oapHeix MB. [Ipnsenennvie B tada. | ganunsie
CBHALTRJNLCTBYIOT O CYILECTBEHHDLIX |asJH4lisiX NO yacrore BCTPeuaeMOCTH
TaioTHAOB v Ooapibix MB 1o cpaBlCHHIO ¢ TAKOBBIMH B I'PYIIIE 310POBBIX
Aonopos 11 B rpynne obGanratiplx Hocurtenelt MB. Taxk, ecaun xpomocoww
¢ oTcyTeTBHeM caiita pecTpHRUMH no Psif B aoxyce KM-19 (pasmep ¢par-
meuros 0,95 1. M. W) BCTpPEYalOTCS B Tpyillle 3A0POBLIX OHOPOB ¢ UACTO-
Toil 0,623, 1o 8 rpynne oGauratunlx Hochtesed MB 1 B rpynne  erei,
Goabubix MB — ¢ uacroroii 0,426 1 0,182 coorsercTBelins.

I3 cBowo ouepeab, yacToTa BCTPCUAEMOCTH XPOMOCOM 7 € HAJHYHEM B
JIAHHOM JIOKYyce cafita pecTpukuHu aas Psif, suisBiaseMoro no ofpaszona-
uuio HITK-dpparseutos pasmepom 0,65 11 0,30 1. n. 1., cocrasaser 8 rpyiie
310poBEIX JAoliopoB 0,377, Torla Kax aHaJordHyHull nokaszatesab B rpynnax
reTepo3uroTHLIX HocHTedell MyTaHTHoro rena MB u y meteifl, Boapiinix MB,
HMEeCT CYUICCTBCHHO OTMAHunble Bedduunbl (0,574 1 0,818 coorsercreiino).

AHanornunsie uactoTel BeTpeuaeMoct [TJIP®-anneneit B clcreme
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CS.7 — pecrpukrasa /[in6! B Tex Ke 4aaNHU3UPYEMBIX I'DYNNAX NPUBEIEHLL
B Taba. 2. 113 Hee cJlepyer, 4TO 4aCTOTA BCTPCUAEMOCTH XPOMOCOM 7 ¢ OT-
cyTcTBHeM cafira pecrpuwxuuu (annHa ¢parmenta 0,33 T. n. H.) B rpynme

Taonrnuma |
Yacrora GeTpeuaeocty caniorunos 1o aokycy KM-19 (Kues)
Gaplotype frequencies for the alleles of polymorphic locus KM-19 in healthy donors,

obligatory heterozygoles and affected CF-children in Kiev
[

YHcNo BbISIBACHHLIX

YacroTa BHISSBREHHBIX

ranJaoTHnos ranmaoTinios
Uucno npoada-
Ananusupyesmas rpynna JTU3IPOBAHHBIX
XPOMOCOM
! B, B, B, B,
Tereposurornnie nocurear  (poiti-
Teqan aeteil ¢ MB) 54 23 31 0,425 0,074
Hetn, Sosbinie MB 22 4 18 0,182 0818
KonTtposasias rpynua ((LoHoph) 18 30 18 0,623 0,377

Mpuwsenwanne Tangorun B; COOTBCTCTBYCT OTCYTCTBHIO, TAMAOTHN By — najmuno caji-
Ta PeCTPHKINH, Pasmuund MKy UaCTOTaMH aHAJH3HDYEMBIX TPYIN 10CTOBepHu npn [P <<

<0,001.

Tatanna?2

Yacrora scrpenaesnoctu canaorunog no aoxycy CS.7 (Kues)

Gaplolype frequencies for the alleles for polymorphic locus CS.7 in healthy donors,
obligatory helerozygotes and affected CF-children in Kiev

Uneno srsBAEHHBIX YacToTa BEISIBRCIEBIX

ranJoTHNOOB ranyioTHLIOR
Yucso npoata-
Anannzupyemas rpynna JIH3UPOBAHHBIX
XPOMOCOM
Al A2 A‘ "‘2

Ceveposrorinie nocutean  (pos-
Tea Aacreit ¢ MB) 406 20 26 0,435 0,565
Jetn, Goannuic MB 22 3 19 0,136 0,864
3A0POBLIC OHOPLI 18 10 & 0,556 0,444
IMpusmcecuwanuce Tanjgotun A, COOTBCTCTBYCT OTCYTCTBUIO, TamaOTHI Ay — Hamnuii caii-

Ta PCCTPHKIHI, Pazauuia Me)ly 1acTOTaMH FamJoTHOOB B aHaJH3HPYEMBIX [pPyninax mao-
crosepusl npu P <20,001.

TatGununa 3

Yacrora gerpevacsoctu [T P®-cenotunos no aoxycam KM-19 w CS.7 (Kuce)
Genolype frequencies for the alleles of polymorphic locus KM-19 and CS.7 in healihy
donors. obligatory helterozygotes and affected CF-children in Kiev

YacToTa BCTPEYAEMOCTH IeHOTHNOB

AnanwaupyeMas rpynna | 1
AIAX ‘41AZ AZAZ BlBl BI BZ 8282
TeTepO3UTOTING HOCHTCAH
MB (poantenn jpereli ¢ MB) 0,143 0,572 0,285 0,103 0,386 0,313
Hetn, Goannnic MB — 0,25 0,75 — 0,243 0,727
310poBLIC 10100pI 0,33 0,45 0,22 0,375 0,5 0,125

IIpusMcuanic Pazayyds MexXAy uacToTaMH JAOCTORePHH npu P<<0,001.

3R0pOBLIX JoHOpoB cocTaBasieT 0,556 1 cyLlecTBEHHO OTJAHUYAETCS OT TaKo-
BOH B Tpynnax reTepo3UroTHEIX HocuTesJeH MB wu jgereii, 6oabuwix MB

(0,435 1 0,136 cOOTBeTCTBEHHO).
C apyro#l CTOPOHBI, YacTOTa BCTPEUAEMOCTH XPOMOCOM 7 ¢ HajJHuueM
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caiiTa pecTpuKUMK A5 depMenTa pecTpukunu Hinbl (nauna dparMenToB
0,164 u 0,166 1. n. H., BHABJAgEMBIX C NOMOILLbLIO 3JexkTpodopesa Kak ¢par-
MeHT paszMmepom npubausuteqasrno 0,165 1. m. H.) cocTaBuga B rpynne 3a0-
poBbIX potopo (,444 M 3HAUHTENhHO OTJHUAJNACh OT TAKOBOI B rpymnax
reTepo3HroTHLIX Hocutedell mytawint MB u Goasnuix MB (0,565 1 0,864
COOTBCTCTBEIIHO).

Auaius nmacToThl BCTpeyaeMocTH reHoTdnos B cucteme CS.7 cBujae-
TeAbCTBYET O HepaBHOBECHOM clellleHHH addqenu Ay, (Haamuue caitra pe-
CTPUKUHK jasi depMmeHta Hinbl) ¢ myraus-
eit MB. Tak, cpeau 310POBHIX AOHOPOB reHO-
tHn AAr (rOMO3HIOTBEl MO OTCYTCTBHIO cafiTa i a
pecTpUKUHH) BeTpeuvaetcs ¢ uvacroroil 0,33, . 1 2
TOrJa KaKk Y TeTePO3HroTHbIX HocHTedell MB !
3TOT TEeHOTHIl BCTpeyaeTcs TroOpasfio pexe
(0,143), a y 6BoabHpix MB 3710T reHoTun He
BeTpeuactesi Bosce. Ilanportus, resotnn A.A:
{(roMoO3HMIoTHl MO HAJHUKIO caliTa PeCTPUKIIUU)
BCTpeuaeTcs ¢ uactortoil Bcero auws 0,12, B 10

BpeMs KAk CpeiH reTepo3uroTHLIx Hocutedell 595 o J sl \uied

Anaans T1/1P® [JTHK, cuensennoro ¢ redom MB, B
cevbe C. ¢ 60aphblM  peleikoy  MeToaoym  cnelidnue-
ckoit ammandukaunn (cucresa KM-19): o — AHK wma-
Tepu (1), HHK otna (2): 6 — JTHK s10poBoro Gpata
(1y: JIHK nmpoBanma (2}, Pasmep PeCTPHKILHOHHBIX
$parseuTon yKazan B T. M. .

RFLP analysis in family C. with cystic fibrosis child
by means of polvmerase chain reaction (KM-19): o — T s
maternal DNA sample (1), paternat DNA sample (2)0 1 430 I R
o —-unaifected  child  DNA sample (1), CF-child's ¢
DNA sample (2) DNA fragment size in kb

MB sTor noxaszatenr Bozpacraer uno 0,285, a y Goabueix MB cocrasusier
0,75. Honsa rereposuror A\A, 045 3A0poBbIX A0HOPOB cocTaBasiet 0,45, masi
OOJIHTaTHBIX HOCHTCJeH MyTaHTHoro rema MB H Goaerbix MB — 0,572 n
0,25 COOTBETCTBEHHO.

Cxoanble pe3yubTaThl HMelor Mecro npu aHaause [IJPd-resoTHnoB
cuctemer KM-19 (taba. 3).

[MoayuenHnle pe3yabTaThl NO3BOJSIOT CleaTh BLIBOL O CTATHCTHUCCKH
JIOCTOREPIOM HepaBuosectom cucniaednn MB ¢ aaneasio As 1 cucreve €S.7
W anneieio By B clicteme KM-19, uto moaTBepsKacTesl COOTBCTCTRVIOULI MY
BeJHYHHAMI CcTaHgapTHOro kos(puuuenra HepaBHoBechss  AS//AsI=0,49
u Ast=10,32 wiasa anneneii A, u B. coorsererBenno [13). D7 aaminle aoc-
ToBeplio oTdaHuyawTces (P<C0,001) oT TaKkoBBIX, NOJVUCHHBLIX [IPH HCCTE10-
Banuu ceMell ¢ BbICOKHM puckom MB B cueremax KM-19/Pstl nw CS.7/
{Hinf6! B wexoTopbix ropoaax ltaauu [8].

Ha ocuoBaHiM BbllIENEPEUHCTEHHBIN AAHHBIX MOXKHO CIedath BblBOX
O BBICOKOI! MH(MOPMaTHRHOCTH NpellaTeNbHOl JIMATHOCTHKH B CCMbSIX C BbI-
cokum piuckom MDB. Tla pHeyHke npeactasienbl pe3yibTaThl CeMciiHOro
HOHK-ananuza B ciicteme KM-19 — pectpuxtasza Psil. lannast ceMbs sig-
JseTcs TOJMHOCThI0 HHQOpPMaTHBIOIT A nocdenviolleli npenartanbioil auar-
HocTHKY MB,

HepaBHosectiocts cuemndendust A, 1 By asmicneli ¢ MB nossoasiet tic-
nmoAb308ath Bolweonncadlsolil JHK-ananus MetonoM noauMepasioil uentoi
peakuuH gas  BepudHkaunnn puardosza MD, BuBICHNHS TeTepO3UrOTHOIO
HOCHTEAhCTBA M INpeHaTafbHOH JIHATHOCTHKH B CeMbSX, YTPaTHBIIHX 00Jb-
Horo pefeHxa.
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ANALYSIS OF DNA POLYMORPHISM IN THE REGIONS CLOSLELY LINKED WITH
CYSTIC FIBROSIS GENE IN KIEV POPULATION
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A Livshitz, V. 1. Gryshko, S. A, Kravchienko, T. E. Teasfichenko,

. 8. Buranov, T. 1. Buzhicvskaya

lstitute of Moiecular Biofogy and Genetics,

Academy of Sciences of the Ukrainian SSR, Kiev
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Sumimary

The ailelic polymorphism of huwman DNA loci linked with cystic fibrosis gene (D7523)
was studied using polymerase chain reaction in the population of healthy donors in Kiev,
The marked linkage disequitibritin hetween cyslic fibrosis mutation and particu.ar RELP

alle

les in P7828) joci (KM-i19-cudonucicase Pst 1 and CS.7-cndonuclease fHin6! systems)

was fotind in the famites with the affcected children.
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