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HOJIAMOPPU3M pERT-JIOKYCA FEHA JUCTPOPHUHA
B CEMBSX C BBICOKUM PUCKOM MBIHIIEYHOHN JHCTPODIIT
JIONIEHHA U CPEAN 3JOPOBBIX SKEHH{III Y KPAVHDBI

Anaaus noasumopdusma OauMer pecTpurkyuonnsty (ppaemenros (IHAPD) s noausopdsvie
cucremax pERTS7-8-BumHI, pERTE7-8-Xmnl, pERTS7-15-Taql zena ducrpoguua npouve-
Gero @ 28 CeMbX € BHICOKUAM DuCKOM Mouuednoit Ouctpopuu Jowunna, Cucrein: oxada-
s QuasKocTudeck  dunpopmatusneimuy O0aa 26 cemed. IToayucnst Janueie nc noonpe-
gerennio ITAP®-zenotiinoa cpedu 97 300posoiy ocerutin ¥Kpaumol,

Obcyancdaercs HeOTXOOUMOCTD UHAANBA GHYTPUCHNoIX U (rankupyowyes PP~
sapkepos dasn IpPestusHod CuaeHoLTury Moiuievnon  Jucrpouu Jrowenna 8 YeEpaure.

Beenenne. Mueunas auctpodus Hiowenna (M) — Taxenoe MOIIOrcH-
HOE HacACACTBeHHoe 3a6oseBanne ¢ X-CHeNlJeHHBIM XapaKTepoM HacleloBa-
HHu$, BeTpevarolleecss ¢ yacToTod npuMepHo | : 3500 HOBOPOXKIECHHDBIX Maijlb-
ynkos [1]. I'en, MyTauuu B KOTOPOM BBI3bIBaiOT pasButue ML, oTkpeitT B
1985 roay [2]. Ifos:ke 6bin onucad GelKOBblil [POAYKT PeHa, Ha3BaHHBI
anctpobnroM [3j. Psagow asTopoB nokasade, uro MJJ{ Bei3eBacT wedsbli
CTICKTP pasHOOODAa3HBIX MYTAaUHH, cpegH KOTODPHIX NpeofgafgaloT MyTaluH
Zenenronyoro tuna [4].

Hecmotpst Ha ycmexu, NOCTUTHYThle B MHCCREAOBaHHI TeHA JuicTpodmiia
Il TPOMCXOMALLIEX B HeM MyTauuii, 30 % BCCX N3BCCTHBIX Ha CEroausAuiniii
jacun caydacs saboneBaHuss M npeacrasasiior cofoit Hewpentnduuupo-
BAUHbIC HapyLICIIIA 3KCIAPCCCHI TeHa 11 PYHKWIOHIIPOBAHHS €ro GLiIKnBoro
npojiykTa 5], B arux caydagx mas adoektisicld puarnccernky ML n
HPOrHO3a MOTCMCTB& TPHMCHSIOT METGJ BHYTPHCEMEHOro aHadi3a cuen-
acuusg M -uytatisnt ¢ Mapkepamn modsaMopdusmMa JJIHHL DECTPHKIIOH-
ublx gparvcnros (ILAP®). B HacTodlllee BpeyMd OMICAl 1 HCMOIL3YCTCH 3
JHATHOCTHYCCKIX Ueadax ueabti pan [IIP®-yMapKkepos KakK BHYTPIICHHBIX,
Tak ¥ paauknpyiomix ren aucrpodnsa [6]. Oanny 113 Haudogee iuipoko
H3BECTRBLIX I NCNOAL3YCMbIX ceffuac fBASeTCst NOANMOPERI3M HOCHe1sI
teapnocrell  pERT-aokyca rema  aucTtpodiua,  ENCpPBblE  ONUCAHIIOTO
JI. M. Kynkenewm ¢ coast. [7].

[lensio aawnofi pabornl 6bla avaaus [TAPD no tpem nodnMop@ibin
cucremaym pERT-nokyca (pLERTE7-8-BamH{f, pERT87-8-Xmnl, pERTE7-15-
Tagl) B ceMbax ¢ glceokiM puckoM MJIJL 11 ananus pacnpenesenis
[IAP®-reHoTHnos B JAHHBIX CHCTCMAX CPeld 3[0POBBIX MCHULIH YKDANIBL

Marepransl ¥ MeToAbl. B KayecTBe Marepuana A7ds MNPOBCAEHHBIX IIC-
CJACHOBAHHUI 11CH0AL30BaNH 00pAa3Ubl KPOBH €O CTAHAADTHBIM KOHCEDBAHTOM
TOrIIHPOM BOoJALHBIX MblileuHol auctpoduell JIOLWICHHA W HX poauTesef,
KOTOpBle OLIAH MCeIyueHbl i3 MCAHKC-TEHCTHYeCKHX YHPEeRACHH YKDailibl,
a Takxe 00pasubl KPOBH 3J0POBLIX AOHOPOB KEHCKOro IoJa.

[TpaitmMepr Aas crenudiyeckoll aMILIMPHKALNH TONUMOPOHBIN nocie-
JoBaTeabliocTell OnlaK cHHTe3upoBanel B AO «3Jxotyp» (JIutBa), Tenro-
crabuasiast AHK-nmoanmepasa u pectpukrtassl npoussoacrsa HIIO «Bio-
noa» (Pocens).

JOHK n3 aefikountos nepudepiyeckod KpoBH BBIACAAIU N0 MCTOLY
Benuepra n ap. [8]. II[AP®-ananuz npoBOguAu ¢ NOMOIIbIO crenidiiue-
CKOH aMiindukaluu in 0itro BHYTPHTEHHDIX NTONHMOPOHBIX MOCICAOBATCNL-
HocTelt pERT-noKyca reHa JHCTpodHHA Ha OCHOBC MOJHMEpPas3HOH LenioH
peakilH ¢ TMOCJAeAYIOlleli pecTpiKUiell NMPOAYKTOB aMIAH(HKALBH.

[MoanmepasHylo UENHYIO pCakLiio OCYLUeCTBAAJN B aBTOMATIVICCKOM
pexume na tepyouiikiaepe «Perkin Elmer» dupmn «Cetus» (CHIAj}. Coe-
TaB peakUMONHOH CMeCcH M ycJoBlis onucanbl panee [9]. ITocaenosaresib-
HOCTH OJMUTOHYKJCOTUAHBIX NpailMcpoB npuseneHbl B paborte [10]. [locac
3aBEPIIEHUS MOJUMeDa3sHOH LenHol peakUHH B PeaKUHOHHYIO cMmechb jaoban-
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asan 5—I10 e, aKTHBHGCTH COOTBCTCTBYOULEH 3HTOHYKJACAZBl PCCTPUKILII,
IIpoaykTLl aMaHbHKALIN TIAPOAH30Badd B TeueHne 8—12 u, nocae aero
ob6pasosaswnecss dparmentsl JHK paspensaun B 1,4 %-m araposnov reae.
daekTpodopes MPOBOAMAH MO CTaHAapTHLIM MetoaukaM [11]. T'enn oxpa-

: Fe0a.u.
210 14, E0ay.
1664

Puc, 1. TIAP®-anaans B nosumopduoit cucreMe pERTS7-8-Bamill. 3aech n Ha pic. 2, 2:

1,4%-i1 araposnuiii rede, Mapkep moackyaspuo# Maccw — JAHIK dara 7., I‘H,‘L});).:H.!(m:]iu!]I;u;
Pstf

Puc. 2. fIAP®-auaaus & nonumophHoii cucreme pERTE7-8-Xmnl

wuBain GPOMHUCTHIM 3TIAHCM, B KAYCCTBE MAPKCPOB MOJEKYJIAPHON Macchl

ucnonsnzosann JHK dara X, ruapoausoBaunyio suioHvkIcasoi PeCTpIK-
uuu Pstl. )

Pesyabtarsl m oGcykaenne. B nanmofi pabore ocymecrsiaen I1JP®-

anaans B Tpex NOMNUMOPPHBIX cueTemax pERT-nokyca rena HHCTpodHHa:

) -y PERT87-8-BamHI, pERT&7-

‘C@‘ﬁj _ ‘ {‘ 8-Xmnl, pERT87-15-Tagl v

i 1 4jielloB ccMeH ¢ BBICOKHM

ey - puckom M n3 pasanumeix

1 ;  PCrHONOB YKpaHHbI.
O o B cayuac nepsoft cucre-

MBI TIPOAYKTBl aMIIAQHKALIIH
pasMepom 216 n. H. rujapoJiu-
30Bani pectpnktasoft Bamliil/
W IIPH HAJHUNM cafiTa AAS 311-
NOHYKJea3hl PecTpHKIUH 00-
Pa30BBIBAINCH hparmentol
pasmepoM 166 u 50 n. .
{puc. 1},

Puc. 3. TIAP®-angaaws B noan-
mopouoi cucreme pERTE7-15-Tuyl

[Tpy HCHOAB3OBAHHH BTOPOH CHCTEMBl MPOAYKTBl aMI(UKaIL pas-
mepoMm 720 m. n. THAPOJH30BAJH pecTpHKTaszoil Xmal 1 npi magiur cail-
Ta pecTpukuuu obpasosuinannck parmedtsr 520 n 200 m. s, (puc. 2).

B cayuae nonumopouoii cucremer pERTE7-15-Tagl npoayKThl amiliii-
dukaunu pasmepom 145 m. H. 06pa3oBBIBAJAN IIPH HaAJHUHK caiiTa DPeCT-
PHKIHMK (parMenTsl pazmepoM 72 u 73 1. H., KOTOpble Ha 3JCKTpopope-
rpamMme BHIMVISASIT Kak oaun ¢parment (puc. 3).

[1T1P®-ananns, npopepennblil y npobannos, mokasas, uto MJLJL-my-
TallE [PeHMYIIeCTBEHIIO ACCOIHMUPOBAbl C HaJUydeM caiTa PeCTPHKUHUN
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anst BamHI, Xmnl, Tagl B cOOTBETCTBYIOUIMX NOJHMOPDIBIX CHCTCMAX
(1462, 1). Kax siuzno, abcoqwrioe OOJBIINHECTRBO X-XPOMOCOM npoball-
AOB HMeNu  callt  PeCTPHKUMH B NPOaHalH3HPOBAHHBIN FOCJIEI0BATE/Ib-
MOCTHAX,

Taoanua
{17 Ph-anaans noawmophuoiy cucrem pERT-a0kyca cena ducrpouna ¢ cesmvax
COALCORUA PUCKOM Motutesnont ducTpogun Jowenna

Pacnpegenenue [1J PP-renomnnon
1Toanmopdiian ‘-In(;.r!o npo- Boabsubic geTti | Marepn npoﬁzmgoa
CHOTCMA AHAJIH3HPOBUMH -
BBIX TCHOTHUITOB |

-+ l - $F 4= ——
pEIRTST-§- 28 22 6 — — —
Saniii] 28 - — 8 19 1
e TS7-15- 28 25 3 — — —
Fead 28 — — 13 13 2
pLRTNT-S- 16 14 2 — — —
Xninf 16 —_— — 12 3 1
Typasegainne, «» - Xoxpomocoma ¢ Calitou Peeipukiin B NOAHMOPOHOE HOCqi2G-
BLCTAGOTE, ¢ - GTONIOTRHE caiTa

Boemvase M A, waxy noapsrix X-CUEIJCIHIBIX HacdeICTBCHILIN 3a-
DOACsANK,  ANHOCTHUCTKI  LipopMaTHBIol  cunrtaercs:  HOJHMOpdHaY
cHOTCMa, B KOTOPGHT  NpeililosaiaeMast HoCHTeabHUa MYTaluTHoro reHa
faviares npoaniia) veet rereposurotapti [TIP®-renotun, 1. e. Ha oanofi
X-XPpOMOCOMC B NOJIMOPPHOM
VUACTKC HMCCTCH cafiT pecTpHK-

M , R no Pacnpedeaernve IIPPD-2enorunos

I'“”,l.‘ a ,,Hd Apyron al{aJIOlj‘II_‘-f tioauropphrox cucrem pERT-a0kyca 2exna
HLE cailt oteyTeTBYeT. B oston  ucrpoduna epeou sooposex senugur
CAVHAC,  anadH3HPYS  PecTpHK.  Ywpauisi

HHONHOHT NCAHMOPDHU3M B CeMbC,
MOZKIO  IIPOCHAEMITh  Iepeaayy TR oot
X])OMOCOMBI ¢ MYTAHTHBIM TI'@HOM

TaGanuga 2

[Monumopduas cucrema
cpioskaM.  IToayuennwe Hamu 4t L 3
UAIDILIC CBHACTCALCTBYIOT O TOM, '
Wi 710 BCEM TpeM mnoauMopg- i
HblM cncTeMaM  HabgaiomaJdics pERTS87-8-BamH [ 68 35 4
Ooawuioll npouneut reteposuror-  PERTE7-8-Xmnl 45 48 M
pERTS7-15-Tagl 35 54 8

ALY TCHOTHIOB Yy Marcpell mpo-
O:u108  (taba. 1), Hauboaee
DOMUKTHBYLIM A5 Npoananusn- [IpuMcdanne n-—uucao IPOAHATHBHPOBAIL-
PUBAUNLIX HAMH CeMell oKagajg. VX [GHOTHNOD; «+» — K-xpomocoma ¢ caifton
25 noanMop(H3M  mocJenosa- f?;ﬁTp«hi[;Hi(u...HO.'I“‘WP(*)PO“ nocaeALsTeIbTO"
— < H DTCYTCTBHE Cauta.

TCILHOCTH pERT87-8-BamH]I,

e 19 H3 28 KeHUIUH HMedal

rereposurotusli [TIP®-reHornn. BoablinHeTs0 ¥3 npoanann3upoBaHHBIX
DaMn ceMeH obnapyxuin un@opMarTHBHBIA 110AHEMOPHU3M XOTS Obl B 0/IHOI
N npoa”Hanu3dupoBaHHbX HaMmu [T P®-cucrem, ToMbKo 2 cCMbH 0Xa3aduch
HOJHOCTHIO HeHHDOPMATHBHBEIMHE HY IO OJHOH CHCTEME,

BB aByX cayuasxX naM yZaJoch NOKazaTb JeJ0BCKOE MPOUCXOXKIEHHe
MI-MyTawny, kKorta MaTe nepegana upobaungy X-XxpoMocoMy, NoJyyel-
110 e 0T otua. B oanofi cembe 6biia obuapyxkena peteuna pERT-no-
CLeADBATRNBIIOCTH ¥V 060X npoOanios.

Kpome TOTO, Aa51 NpeiBapHTENbHOIN ONCHKH YPOBHS TeTCPO3HIOTIIOCTH
UG JLallIBIM NOMAHMOPQUBIM CHCTEMAM B NONYJSIHM HaMd Obli NPOBCAELH
araans pacnpegenenust [TOP®-reqoTunos cpean 3A0pOBbIX KEHIIHH YK-
pinnin. Pe3viakTarsl 3TOro ananusa npHeeleinbl B Taba. 2. Moxxuo BHAETh,
fao B NOHVASIH 3JI0POBBIX JKEHIUHH Tak:Ke Habmaiogaercs npeobiaaganiie
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N-xposmocoMm ¢ calitamu PeCTPHKLHI 1351 COOTBETCTBYIOUUIX [eCTpHKYas
B OTCX ZKC TPEX NOJHMOPQHLIX NOCACAORaTenbHoCcTAX pERT-acryca rena
,‘U!Clp\)(pﬂlld. Oxo40 HOJIOBIITBL npoanau SHpOBAaibINX HaMI ANCHUINE iuie-
an o pereposnrotisfl - ITHP®-redotun s cucremax pERTEF-8-Xmnd o
ERTS7-15-Tagl, w ronpko v 35 us 07 wenun Obln 00HapyIKe! IeTepo
3uroiipii rerotHy poonoaumopdioft cucveve pERTE7-8-Bambl.

Takum 00pa3oM, y 3L0DCBLIX KEHLIMD Taxie ObLLAO BLISIBICHY Hpoob-
Jananic  CafiTOB PecTPUKUMH B NOJIHMOPOHBIX  HOCAEIGBATENBIOCTSIX
pfRT-aokyca rena aucrpoduiia.

INosnyyenible pe3ynbraThl CBHAETEITBCTBYIOT O MNEPCNEKTHANOCTH ¢
HOgb3OBAIHA  TAHIBbIX  NHOJMMOpdHBIX cHCeTeM Aas Auarnoctuxn MJIJL &
Yepainic npexae Bcero 6Jaroapsi BbICOXOMY YPOBHIO I'CTEPCHHIOTHOCT!
cav B Onpoaitanusuposanubz sodopkax. llpn arom K-
THHTEHbIM h()JlI'h\{Opq)]!bx,\’.' cucTeMam 0643aTe b0 HOH A
QAHAMH30M 10THMOPOU3MA DIaHKHPVIOUWHX Teit NHCTPOH -
‘hHOCTEIT 1i3-32 BO3MCIKHCTO BUYTPEICHNOTO ISP CCHENOSe-
2 VHratTCcKoOro pasMepa HeCreroBaiioro reta.

it rocae,

T e n

Sommary. RELP-analysis in polymorphic  syslems pLRT87-8-BamH! pERIST-
S-Xemd, pERT87-12-Taq! of dystrophin gene periormed in 28 families withh high risk
of muscnlar Duchenne dystrophy. This systems were diagnostically inizmnstived tm
26 Tamilics. The distribution of RELP-genotypes «i pERT locus was found [or §7 heaifhy
vonwen frin Ukraine,

The necessily of analysis of intragenic and fHanking markers RILP fur ciieective
diagnosis o1 muscular Duchenne dystrophy is discussed in this repori.
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