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iILIP®-AHAJINA3 TEHA MAOJUCTPOPUN AIOINEHHA
B JJEHHUHT'PAJJCKON NONYJIAITNU
N B CEMbAX BBLICOROI'O PUCKA

Merodom Gaor-eulpudusagquu uccaedosan QAACALHIE NOAUMOPPUIN OBYX PAUOHOB NPOKCU-
auabnoli wacry eera suocucroppun Jrowenna — DXS164 (sond pLRIS7.15) u DXS206
(son0 pXT1.1) y ocureaci Jenunepada 6 (eMLAL GHCOR0O PUCKG © MLoANCTpodued
dowenne (MAD). Yacrora aaseavnoco norunopdusia e nonyasyua Jewunepada das
oboux usyuennbix pazrentos eena M OrRu30AQCH NPARTHMECKU WUEHTURHOU TUKOGOR o
nonganguu Ceseprod Asepusu. Yucao WCHiquM, eerepo3ueOTHHX 110 QAACAIM  A0KYCOU
DXS164 u DXS206, Goiao npusepro odunaroserst u pusasiaoce 40 %. Aaaeasnod noaustop-
pusm cena MIAJ 8 cemosx GolCOKO20 PUCKA He 01AU4GACT OT nonyasyuonsoco. Ceno us de-
GATH cemeld 86ICOK020 pucka, nodseperyToix 11 APE-QreAU3Y, ORU3UAUCH UHPOPMATIULBHOIMYU
dan nocaedyrower JHK-duaenocrusu. ¥ 00no2o us wectu obcaedosannsix Goavuvix ¢ MIOT
oORapyxcena desequs npoxcumatonoil vactu eena MI.

M1 — Ts:Keqoe JeTadbHoe HacJeicTBeHHoe 3afoJieBaHHe, cUENJEHHOE ¢
NOAOM H BCTpedalouleecs B cpeiHeM ¢ yactoTod 1:3 000 HOBODOIKAEHHBIX
MaJbuHKoB [1, 2]. McTogamMu MOJMeKyAsapHOH reHeTHKH MYTaLUsl KapTUpo-
Bana B cpeanell yactu xoporxoro TJjeda X-xpomocombl (Xp2l), noapobHo
0XapaKTepl3oBaH caM reH, OKasaBlluiic® OgHUM 13 Hanbojee KPYMHBIX
Y3BECTHBIX TeHOB MJCKONHTAIOIHX [3], BbiAeJeHa H yacTHUHO CEKBEHHPO-
BaHa ero xIIK [4] u HayaT niaanoMepublfi ananu3 MOJeKYJIsPHOIl MpUPO-
bl 3TorOe 3aboJeBaHus. OKazaaocb, B uaCTHOCTH, uTo y 60 Y% GoJNbHBIX
M unabarwopacTtcs peqellds OJHOrO HJAU HCCKOJAbKHX 3K30HOB reda MJIJI
[3]. Ha mopenu MIJl peasu3oBaH NPpUHUHD «0OpaTHOW I'€HeTHKH», BIECP-
Bule HACHTHQHUUPOBAH OeJKOBBII NPOAYKT 3TOT0 reHa — Oejiok aucTpodul,
COJeprKALMACT B HOpMe B capKoJeMMe MbIUIEYHBIX BOJOKOH [6]. B cayuae
myrtauud MJLJ KoHueHTpauisi »710ro §edka B CKEJETHLIX MbIIUIAX PC3KO
yMeHpllaeTcs. [losyueHbl M KJORHPOBUHBI MHOTOUMCJIeHHble (parMeHTh
camoro reta, ero xJAIIK u MHorouiicacHHble nocaenoBateabioctn [AHK-
JIOKYCOB, TecHo cuemdenHbx ¢ reHoMm MJJ, nospoagwouiue ¢ BoicoKol 3¢-
EKTUBHOCTBIO BBIABJASATL TeTEPO3HIOTHOC HOCHTenbcTBO MyTauun M u
NPOBOAHMTL AHACHOCTHKY (B TOM ulcJe H NPeHaTadbHYIO) 3TOTO TSIXKEJOTO
3abonepaHus [7].

Ileqr paboTel cocTosiia B NMONYJAUHOHHOM aHA/NH3e 4acTOThl aJjiielb-
goro noauMopdusma asyx padoHoB rena MIAJL DXS164 u DXS206 npu
noMmollH cooTBercTBylownx JAHK-sonpos y xuteneii Jlenudrpana, a rax-
e B ceMbsax Bbicoxoro pucka ¢ M.

Marepnansl M mevoant. Pabora Bhinoasena Ha 101 3aopoBom jonope u 27 ujeHax ce-
Medi BhCOkoro pucka ¢ ML (scero 9 cewmeil), n3 wux 6 npobanjios, 9 mareped, 12 cudcon
¥ OJMKaHlluX POACTBEHHHKOB npoOaira. Bece olcnenoBanubpie CeMbH COCTOST Ha YUeTe B
MeAHKO-reHeTHYeckoll nomukaunuke Ne 70 Jlenunrpaja. Hacacacrsenuwlil xapakrep 3a6o-
JeBalHa yCTZlHOB.ﬂEH TeHeaJJOrHYeCKUM alaJdu3osM POIOCJOBHBIX H Hepmpmmpoaau METOAOM
AMCKPHMUHALMOHHOTO aHaJH3a YPOBHA CHIBOPOTOYHOH KpeaTHHdochoxunasw [8] B cemnu
CceMbAX H He TOATBepIKAeH — B ABYX.
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JHK puigeassan g3 s ACpULIX KIeTOK, nepudeplaeckoil KPOBH Panee ONHCHHIIBIN CHOCo-
Gon [Y].

Beiaeacuue maaszaiod JHK, nx ayeacnne *2P 3 peakuun HHK-TPAHCASILIIN, PeCTPHRIHIO
renodnolt JTHK, sacktpogoperimecsor paziac icime Gparyeiton, Aepeloc 1ix ga Heilaononoe
GBUALTPLL, FHEPIUSAIIO 1 DA H0aBTOTPARIIO TPOBOULAN A0 CTAILAPTHLIN METOLKA []0].

Pesyabtat u oOcyxpenne. danusie Oaor-anannza odpazios ioHOP-
cxoit JIHK nocae peerpikunn Tagl, saextpodopesa it rHOPIANBALHIT ¢
=P-mencnnusivn JIHK-3ouxavin pXNSL L u o pERTSE7.15  nipusegennt  Ha
pre. 1 (g, 9).
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Pue. 1. TMonvasmmonnuin [P ®-anaans opn woseun AHK-301108 — dparaentos  rena
ML — pNJLT (a) w pERTE7.15 (G). Pecrpusuns o6pasuos JIHK snzorennoii nykaca-
soit Tagl

Fig. 1. RELP analysis of Duchenne muscular dystrophy gene with intragenelic DNA pro-
hes pAVLT (@) and pLRTE7.15 (6). Restriction of DNA samples with Tag/

sz panupix, cymmuposaninx s orada. 1, caeayer, 4ro wactoTnl amic-
aAcit Al w G, coOOTBeTCTBYIOUIUX PEeCTPHKUHOHHLIM (pparMeHTaM Gosee HU3-
KOit Mogervaspioll Macest A7 w G B JeHHNTPAACKOI MONVASILHN, NpHMep-
1o BABOC 6OJbIIC aHAJOMHUHLIY Bednung gas A2 n G2,

Hlaftacmisie MaMin qacTorul addeabHOro nodnMopdH3Ma anadnsupye-
vy pailones reta M, Xopoillo cOOTBETCTBYIOT TAKOBLIM Iast AMTeNel

Tadmaia i

Hucroror aaeaea TR pationos DXS200 (zoud pNITT) 1
DXS164 (3on0 pERTSE7.15) eona MAA ¢ nonyaatuu

Jentnepada 1 6 cempax GoleoR000 pucka { pecTpuryua o0pusyos
JANK nidocennon syracasoi Tagl)

Allelic Jrequences of DNA loci DXS206 (probe pXJ 1.1) and
DXS164 (probe pERTR7.15) of Duchennee muscle dystirophy gene
n popualation of Leningrad and in high risk families

Lactorsl andenefi. 9
Pasyepul pecT-

AHK-s0130 Aaean 5:;2?7::2;::2; B oomyasi B cemesix
ANK, 1. 1. 0. roposa BLICOKOIO PHCKA
AV Al 3.1 69 72
A2 3,8 31 28
nERITNTTS G/ 3. 7l 70
G2 3.3 29 30

CIHA n Kawnaan [11, 12}, Cpean ocoleil KeHCKOTo noda B HawWHx ONLITAX
qacrorta rereposiror AIJA2 w G1/G2 oxazajack npIMepHO OJHHAKOBOI H
cocraBasaa oxoao 40 Y%. Yacrotel aanedntoro nosanmMopduiMa ucclemye-
MBIX JOKYcoB v Ooapseix M, ux matepeil u 6aMKRafiliHY POACTBCHHHKOB
NPHIMEPIO COOTBCTCTBOBIMH TAKOBBLIM B nony suik. Cilelosatennlio, B ofF-
JHUHE 0T adaedbioro nodanmopdiama itekotopsix JAIK-nokycos, cuensien-
HBLIX ¢ relioM Mykosucwrioza [19], orn aagenu He oOHaApYKHIBAIOT HepaB-
HOBECHOTo clendenns ¢ Mytaunsavy rena M.
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Peayabsrater TLOP®-anaausa cemeii ¢ M npuBeienn B taba. 2.
CeMb M3 AeBATH LPOAHANU3NPOBAHILIN ceMell OblIn HHOOPMATHBULIMHE U5
AHK-auarnoctosn (veteipe no souay pXJ1.0 w tpu no sonay pERTE7.15),
T. €. OK4A3AJHUChb NPHIOAHBIMH 1A% nociteivioueil npeHataanuon JITK-miar-
nocruky (puc. 2, a). [urepecuo, uto B 01HOH ceMbe Math 6LL1a reTeposn-
rotioit (A1/A2), Torma xax y OoasHoro pebenxa obpaseu MK nocac pe-
crpuxunn Tagl ¢ songom pXJI1.1 He ruOpuansoBadcs (puc. 2,6). llo-su-

Ta6auma 2
Pesyavraroe AP -anaausa cenvit ¢
Cemon H-8a & MO
RFLP analysis of high risk familics
5 with Duchenne muscle dysirophy

a Cemvs (-Bo

Bceero mayacno
Hireno -

JAHK- 308160 | ssanme | dopmatin-
4 ceMell AYYMORB HBIX COMUH

pAxIL L 9 27 4

pERTE7.15 6 17 3

Puc. 2. [TOP®-anaqans ceameil ¢ nbico-
kum puekom MM o — widopmariis-
wast cenmpst C-Ba, POLOCAOBIASL M pe-
syabratel 6g0T-anamusa {sona pXJI/,
pectpukisa Tagl): 6 —cemns H-a ¢
! 2 3 4 5 aemenuei; cafita pectpuxwi no Tagl
y npobanaa (sonn pX/IT)
Fig. 2. RFLP analysis of two familics with high risk of Duchennc muscular dystrophy:
a—informative family with pedigrec and blot-analysis. The probe pXJ/I.I, Tagl. 6 —
deletion of Tugi restriction site in proband with DMD, pX/1.1, Tag!

AHMOMY, B J3aHHOM Cjyyae HMeAa MeCTO ReJelldss MPOKCUMAaJblioil uwacTH
reda MJIJI. OtcyrcrBre Takoii ageseuus B o6enx X-XpoOMOCOMax MarepH
No3BOAACT NPEANOJIOXKHTh, UTO 3Ta MyTauWs BO3HHKAA de novo B npolec-
ce ooreHe3a. KakoBa npoTsikeHHOCTb 3TOH JeNEHHH W 3aXBaTulBAaeT Jil OHA
6ansaexamuil noxyec DXS164 (soun pERTE7.15), ocraeTcsi 110Ka HeBbIsic-
HeHILIM. CJcayeT NMOAYEDKHYTb B 3TOl CBSI3W, UTO, COrJAACHO HMEIOLIHMCH
B JuTepatype aaHuplM, noutu 30 % cayvaes MIJL obyciaoBuaeso myTtaunu-
AMH, BO3IHKAIOUIHMH de novo BCAeIACTBHE Mello3a M NMPHBOASULIMH K He-
PABHOMY KDOCCHHIOBEDY H, KAaK CJAeACTBHe 3TOr0, K MHOTNOUHCJEHHBIM Je-
JEIHAM pa3HOH BEJMUHHH B MPOKCHUMAaJbHON W HeHTpPaJbHOI vacTAX rend
{12, 14]. EctectBeHHo, UTO ycTalioBAeHHe (PaKTda BO3HHKHOBEHHS Kaxkaoil
HoBOH MyTaunu M JI-reHa W COOTBETCTBCHHO OTPHUAHHS I'€TePO3HIOTHOIO
HOCHTENbCTBA MYTAUHKH Y MaTepH HMEIOT [PHBUHIIHAJALHOC 3HaueHde AJs
nporiosa Oyayuero NOTOMCTBA He TOJAbKO ¥ lle€e, HO H ¥ €e cecTep, a TakxKe
y cHOCOB KEICKOro noJa.

RFLP ANALYSIS OF DUCHENNE MUSCULAR DYSTROPHY GENE
IN POPULATION OF LENINGRAD AND IN HIGH RISK FAMILIES

V. N. Gorbunova, V. V. Krasilnikov, M. V. Aseco, N. V. Santzevich, V. S. Buranov

Institule of Obstetrics and Gynecology,
Academy of Medical Sciences of the USSR, Leningrad

Summary

Allelic polymorphism of iwo loci in proximal part of Duchenne muscular dystropby gene
(DMD) DXS164 (pERT 87.15 probe) and DXS206 (probe XJIL.I) has been studied by blot-
analysis in population of Leningrad and in high risk families. Allelic polymorphism of
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both loci studied in normal individuals and bigh risk families was Tound to be quite
similar to that in North American popwation. The proportion of women helerozygous
for alleles of both loci was about 40 %. 7 of 9 familics subjecled lo RFLP analysis were
found to be informative for subsequent prenatat {esting. Deletion in the prosimal part of
DMD gene has been discovered in | of 6 DMD paticnts.
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AHAJI3 PECTPUKIIMOHHOTO IOJIMMOPOH3MA
THK-JIOKYCA D7S23

TPV TIOMONIY 30HTA KM-19

METOJOM IIEITHON PEAKIIMM CUHTE3A THK

B IONYJAIMA M B CEMbAX BOJBbHBIX MYKOBUCIHIO30M

Merodon yennoid peanyuu cuntesa (HPC) OHK npoanaausuposan aAnenbroil n0AuMop-
Qusm aoxyca D7S23, swssasemoii HHK-zondom KM-19 ¢ nonyasyuu Jlenuwepada — 6
CeMbAX GuICOK020 pucka u Yy Ooastery myxosucyudososn (MB). Merodoa noaumepasnoii
* Pafora uacTuu#o ¢uHaHcHpyetcs BceMupHOfl opraHusauuvcii 31paBOOXpAHCIHA (KOH-
1pakt BO3 G 3/181/139).
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