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1pebyroTcss AUddepeHIHadst MHACTeHHYeCKOro
H XOAHHEPTHYECKOTO THIIOB AedMIIMTa HEepBHO-
MHIIEYHOM TIepepAadd M OKa3aHHe HEeOTAOXKHOM
TNOMOIIIH.
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CJIYYAU COYETAHUSA MHAOJACTPOPHAH MTIOMEHHA
C XPOMOCOMHBIM MO3AHUIITU3MOM 45,X/46,XX

Capamosckull zocydapcmeeHHblll MeOUYUHCKULL YHUBepcumem

Pe ¢ e p a T. IIpuBopuTcst co6CcTBeHHOEe HabArOAeHHE
ACBOYKH C KOMOMHAIMeH ABYX aHOMaAuM — MoHocoMuM 45X
u yEopucTpodru ArourerHa (MAA). Mosaumuasm 45,X/46,XX
y AGBOYKH C MSTKMM TedeHweM MAA IIOATBEPXKAEH HCCAe-
AOBaHHeM KapHOTHOa AMMGOIDHTOB IlepHdepUYecKOr KPOBH.

M.H.Tyasckasn, IK.FOguha

AIOIIIEH MMOAMCTPOOUSICEHEH 45,X/46,XX
XPOMOCOMABI MO3AILIMI3M
BEASH TYPBI KHUAY OYPATLI

Momnocomust 45X hem Ajouren mMumopmcrpodmsice (MAA)
TAMEABIUAADEl KYLIEIAY OYpArklH KEI3HBEIH Y3 KY33TyAdpe
xureperd. KuHer ysyusl MAAABI KeI3 Garapsa 45,X/46,XX
M03aIM3M IepH(epHK KaHAArBl AMMQOLMT KapHOTHIAADEIH
maxuepy 6eAsH pacaaHa.

M.I.Tulskaya, G.K.Yudina

A CASE OF COMBINATION OF DUCHENNE'S
MYODYSTROPHY WITH CHROMOSOME MOSAICISM

The paper is concerned with a case history of a girl
vith a rare combination of 2 rare anomalies — monosomia
by X chromosome and Duchenne's muscular dystrophy. Mosaicism
$5X/46XX in a girl with a mild picture of Duchenne's
muscular dystrophy was confirmed by a study of the kariotype
in lymphocytes of the peripheral blood.

HIIe9Hast AucTpocpus AromieHHa (MAA) siBAsI-
Mercsf NPOrpecCHpYIOIHMM MBIIIEYHEIM 3a60-
AeBaHMEM C peIl[eCCUBHEIM X-CI[eIIAeHHEIM TH-
IoM HacAepoBaHus. B cBa3u ¢ 3TuM MAA 6oaeroT
IOYTH HCKAIOUMTEABHO MAaABYHKH. Y AeBOYeK
MAA dYpesBEIYaliHO pepKa M BO3MOJKHA, €CAH
0HA CTPAaAAIOT MoHocomMenn 45X HMAM MoO3aud-
HEMM BapHMaHTamMu cuHApoma lllepelmreBckoro—
Teprepa. BeposiTHOCTE HAAMYHUA y OAHOM GOAB-
HOM ABYX aHoMaAMii — MOHOCOMHH 45X H
MEIIEYHON AMCTpodry AfolleHHa — O4YeHb Mana
u cocraBAieT 1 ma 10 maH. [6]. B aAuTepartype

OIIMCAHO HECKOABKO CAy4YaeB pa3BUTHI MAA y
AeBoyek ¢ MoHocoMmuen 45X [1, 2, 6, 8] a Takxe
c X-ayTOCOMHBIMH TpaHcAoKaumsaMu [3, 4, 5, 7].

ITpuBopMM cobcTBeHHOE HaOAIOAeHHe 3a AeBOY-
KOM, KAMHHYeCKHe AaHHBIE KOTODOM M Ppe3yAb-
TaTBl AOIIOAHUTEABHEIX MCCAEAOBAHHUN IIO3BOAU-
AM AMArHOCTHPOBATH Y Hee X-CIENIACHHYIO MEI-
IIeYHYI0O AUCTPOdUI0 AJOolIIeHHa.

Boabnas B., 10 aet, pycckas, poamaack y 19-aert-
Hel MaTepu OT IepBoi GepeMeHHOCTH, IpOTeKaBIIeH
GaaromoayuHo. IlleBereHMe mAOAQ, IO CAOBAM MaTepH,
ObIAO AKTHUBHBHIM. POAERI IPOM30HmIAM CpOYHEIE, Macca
Terna pebenka — 3100 r, pamHa — 49 cM, 3aKpuyanra
cpa3y, Ho caabo. ['oroBy crara pepXaTek c 3 Mecsles,
CHAETh C 7 MecsilleB, XOAUTH C OAHOTO ropa 2 MecsIeB.
C caMoro Hayara IIpu XOAbOe BCcTaBana Ha HOCOYKH.
Bceraa orcraBara oT CBepCTHHUKOB B Gere, Ipu BCTaBaHUU
c moaa mpuberara K BCIOMOTaTeABHEIM IIpUeMaM —
olMparack pykKaMM O KOAeHU. 3a 4 ropa HabOAIOAeHUS
OTMEYaAOCh yMepeHHOe IpOorpecCHpoBaHMe MMOIATH-
YeCKOro CHHAPOMa.

Marepu AeBoYKM — 28 AeT, COMaTHYECKH 3A0-
PoOBa; IpH OCMOTpe y Hee O6HIAM OGHapy’KeHHl TH-
nepTpodUs MKPOHOXHHIX MBI M CHUXEeHHEe KOAeH-
HBIX pedAeKCOB, B OCTaABHOM — 06e3 0CoGeHHOCTeH.
Oty 30 AeT (c ceMbed He J>KMBeET), 3AOpPOB, IIpH
OCMOTpe B HEBPOAOTHMYECKOM M COMATH4YeCKOM CTaTyce
TIaTOAOTMU He BHISIBAeHO. ABa cubca mnpo6aHpa OT
BTOpOoro Opaka MarepHu (cecTphl 6 M 3 AeT) 3AODOBHIL

B ceMpe cAyyaeB MEINIEYHEIX 3aGoAeBaHUM He
6eiro. O6pamijaer Ha cebs BHUMaHHMe (puc. 1), uro
y Marepu npo6aHpa, KaK M Yy APYTMX JKeHIIMH IIO
MaTepHHCKOM AMHHUM, He ORIAO HM CHOCOB, HHU AeTeH
MyXckoro moaa. ba6ka (II,2) u terka (III,1) mpoGanpa
II0 MAaTepUMHCKOW AMHHM CTPAAaAM TNICUXUYECKHMH
3a60AeBaHUSMU.

AaHHBIe ocMmoTpa (puc. 2): poct — 120 cM (co-
OTBETCTBYeT DOCTy 7-AeTHero pe6eHKa), Macca Teaa —
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Puc. 1. PopocroBHas cempH bB.
21 Kr, XOpOTKasl IIes, HM3Kas TPAHHMI[A POCTA BOAOC,
TMIIEPTEAODH3M, YCHAEH IOSICHUYHEIM AODAO3, TaAUs
OTCYTCTBYeT. BHyTpeHHHe OpraHel 0e3 IaTOAOTHMH.

3aKkiroYeHHe THHEKCJAOra: HapyXHEIe IIOAOBHIE
OpraHsl ChOPMHPOBAHEI II0 JXEHCKOMY THILy, OTMe-
yaeTcsl TMIIOMAQ3Ms T€HHTAAMI; BBHICOKO B MaAOM Ta3sy
ompeaeasiercst MaTKa pasmepom 0,3X 0,6 cM, npupaTKu
He NaABIHPYIOTCS.

VIHTEAAEKT COOTBETCTRYET BO3pAacCTy.

Ocrtporta 3penust o6oux raa3 — 1,0, raasHoe pHO
B HopMe. YepemHo-MO3roBas MHHepBalus 6e3 maro-
AOTHH.

CyXOXXUABHEIE peAeKChl CHHXEHHbIE, CHMMeT-
pHUHEE. YMEpPEHHO BBIDAKEHA THUIIOTPOMUS MBI
Ta30BOTO M IIAEYEeBOI'0 IIOSICOB, IIPOKCHMMAABHBEIX OT-

AEAOB KOHeyHoCTeH, VKpOHOXHEIE MEIIIILl THIepTpPo-
(hbuUpOBaHHE], MAOTHHI Ha ONIyIlb. YMepEeHHOe CHMKeHHe
CHABL B MEIOIAX TYAOBMIIQ, TA30BOTO M IIAEYEBOTO
MOSICOB M IPOKCHMAABHBIX OTAEAOB KOHeuHocrei. [IpH
xopbOe W Oere crynmaeT Ha HOCOYKM. C moaa BCTaer
C MHHHMAABHEIM HMCIOAB30BAHHEM MHOIIATHYEeCKUX
TpHeMoB 3a 2—3 cexyHABL. Hepesko BelpaxkeHa pub-
dysHas MumIeyHas TunoToHus. QacHMKyAsInui He
BLISBAEHO. MO3KeuKOBBEIX Y YyBCTBHTEABHBIX pac-
CTPOWCTB HeT.

Obme aHAAM3Bl KPOBM M MOYH IIATOAOTHH
He BBIIBUAH. AKTUBHOCTH KpeaTHH(OCHOKHHA3H —
1200 ep./A (mopma — A0 178 eA./A), AakTaTperuy-
poreHasnl — 269 epA./A (HopMa — Ao 187 ea/)
BuoxuMuyeckoe MCCAeAOBaHHE CHIBOPOTKM KpOBH (ol-
peAeAeHHe 00IIero copep>XaHust 0eAKa, KaAbIUs, Kauy,
HaTpus, TAIOKO3bl, OWAMPYOMHA, MOYEBHHBI) OTKAOHE-
HUIL OT HOPMBI HE I10KasaAo.

OKI MBIIII] PYK M HOI TUIIMYHBI AAS MBIIIEYHOMO
YPOBHSL IIOPa’KeHHSI.

OKI' — puTM cuHYCOBHIH, 85 B 1 MHH, 3AeKT-
pUuYecKas OChb CepAlla PpaclloAoKeHa oO6bryHO. [lpo-
BOAMMOCTE M oOOMeHHEIe IIPOIleCCHl He M3MeHeHH.

YaapHEHE 06beM KpoBu — 33/35, MH-HYTHBIH 00BeM
— 3,6/3,9. Yacrora myasca — 100/108 ya./mun,
aprepuanbHoe AaBaeHwe — 90/55, 110/60 mm pr. cn.

PeHTreHorpaMmbl KHMCTeH: Yy KOCTEH 3alsCTh

OTCYTCTBYeT TOPOXOBUAHasi KOCTh. Mmeercs aucrars-
HBIM 30U(H3 AOKTEBOH KOCTH, IIMAOBHUAHBLH OTPOCTOK
OTCYTCTBYeT.

3akmiouenne: KOCTHBIA BO3pPacT COOTBETCTBYeT §
ropaM. [Ipy MCCAEAOBAHHU SIUTEAMST CAM3MCTOM 0D0A0UKH

Puc. 2. b., GoapHas MAA
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mekH oOHapyXeHO 14% XpOMaTHH-IIOAOKUTEALHBIX
xerok. [Ipy M3yYeHMM KapHOTHIIAa AUMOIUTOB IIepH-
(bepuueckoif KpOBHM HaWAeHO 7% KAETOK C XpOMo-
coMHEIM Ha6opoM 45, X, ocTarbHbIe 93% HMMeAM HOp-
MAABHEIM AAS JKEHIUMH KapMuoThnm 46,XX.

MuonaTHyecKii CHHAPOM C ITpeoBAapaHueM CAaGOCTHU
B MEIIIIAX TAa30BOTO II0SICA, IOBHIMIEHHOW NMAOTHOCTEIO
MKPOHOKHEIX MBIIII, HApsiAy C AGHHBIMU OMI, BrIcOKast
aKTHBHOCTE CHIBOPOTOYHEIX (DEpMEHTOB, paHHee Haya-
Ao 3a60AeBaHMS, XPOMOCOMHEIM Mo3aunu3M 45,X/46,XX
BASIOTCSI AOCTAQTOYHEIM OCHOBAHUEM AAS AMATHOCTHKH
y AeBoukr X-cremreHHoM MAA. MsaArkocte TeyeHus
3a60AeBaHMsL OGBSICHSIETCSI TeM, YTO KOAMYECTBO KapHo-
THITMYECKA HOPMAABHBIX KAETOK B OpraHU3Me y AeBOYKH
IpeBHIIAET KOAMYECTBO AHOMAABHBEIX KAETOK C Ka-
puorumoM 45,X. TTo-BuAMMOMY, yTpara X-XpOMOCOMEI
NMPOM30IIAA HA CAMEIX PAHHHUX 3TallaX AeAeHHsl 3UTOTHI,
yT0 IPMBEAO K IIPEBPAIIEHHIO AE€BOYKM M3 HOCHUTEAS
re’a MAA B GoasHyro MAA.

[TpuBepeHHasT MCTOPUST GOAE3HH ITPEACTABASI-
eT MHTEpeC B CBSI3U C PEAKOCTBIO COYETaHHS Y
opHOM GOABHOM ABYX aHOMaAWM. AaHHOe HabAro-
AeHHe A€MOHCTPHUPYeT HeOOXOAMMOCTH IpOBepe-

YAK 616.74—009—056.7 + 577.15

HHUS LIUTOTEHETHYECKOTO UCCAEAOBAHHS Yy AEBOYEK
c 3a00AeBaHUSIMU, KAMHUYECKH CXOAHBIMU ¢ MAA,
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I' K.FO0una, O.B.Konoxonos

IOPECHMIITOMATHYECKAA THK-THATHOCTHKA
IIPOKCAMAJIBHOA CIUHAJILHOU MBIIIEYHOU ATPO®UAN

Capamoséckull zocydapcmeenHvlll MeGuUYUHCKULL YHusepcumem

Ped e p a T IlpuBepAeH CAyYad HIPeKAMHHIECKOH
MHK-AHarHOCTHKM B CeMbe CO CIIMHAABHOM MENUEYHOH aTpo-
¢met (CMA) Tima III ¢ HCIOAB30BaHHMeM IOAMMOPQHEIX
MapKepoB B perrone 5q11.2—q13.3 1 IOMCKOM AeAeli TeHa
SMN. ITpearoxeno AHK-mccrepoBaHMe IPOBOAMTE Yy BCeX
UAeHOB CeMed, B KOTOPHIX BEIIBAeH GoabHOH CMA.

P.K.IOguha, O.B.KoaokoaoB

[PECUMITTOMATUK AHK-TIPOKCHMAABL APKA
MYCKYABI ATPOOUSICE AVATHOCTHUKACHI

Il 7m apka Mue artpodmsice (CMA) GeasH wmpadyde
ramopd 5q11.2—q13.3 pervoHEmAA IOAMMODP(ARI MapKepAap
xymaeell haM SMN reH AenermusiceH 33A9YTS TASHEI SICAATAH
mpexaEEK AHK amarmocteka ogparsl Gupers. CMA aBhI-
PyAHL Kelle 6yATaH ramae orp3asaphIHEIH hoMMaceHD AHK
TEKIIEPYASP y3apra TOKBAMM HTEeAd.

G.K.Yudina, O.V.Kolokolov

PRESYMPTOMATIC DNA-DIAGNOSIS
OF PROXIMAL SPINAL MUSCLE ATROPHY

Case of preclinical DNA-diagnosis in a family with the
use of polymorphous markers in the region 5g11.2-g13.3 and
search of the SMN gene deletion is presented. It has been sug-
gested to perform DNA-study in all the members of families
in which patients with spinal muscle atrophy were revealed.

IMHAaABHEIe MENTIegHEIe aTpodrm (CMA) mpea-

CTaBASIIOT COOOM TPYIILy KAMHHWYECKHU IIOAM-
MOpP(@HBEIX HACAEACTBEHHEIX Ooae3Hel mnepHde-
pHYeCKOro MOTOpPHOro HelpoHa. B ocHoBe CMA
AEXHUT AereHepallsi KAETOK IIePEAHUX POroB CIIHH-
Horo Mo3ra. OCHOBHEIMM CHMMITOMaMH 3aboAeBa-
HUS SBASIOTCS IIpOrpecCUpyIonjasi CHUMMeTpHY-
Hasl MEIIeYyHass caabocTh M arpoduss Meiml, 60-
Aee BEID@XEHHAsI B IPOKCHMMAABHBIX OTAEAAX KOHed-
HocTel. [To Mepe nporpeccupoBanust CMA B niaTo-
AOTMYeCKHMM IIpollecC BOBAEKAeTCs MYCKyAaTypa
TYAOBHMIIQ, IIeH, AUCTAABHBIX OTAEAOB KOHEYHOC-
Ted. 3HAaYMTeAbHA MEBIIIeYHass TUIOTOHMA. IAy-
6oKHe pecdAeKCHl yracaioT. BeigBasiorcs daciu-
KYAIIIMM MAWM PaCUMKYASIIMOHHEBIM TPeMop PYK.
BosHHKaoT AepopMallMM ITO3BOHOYHHKA, TPYA-
HOM KAeTKH, CycTaBoB. [IporHo3 3aGoreBaHHS B
GOABILIMHCTBE CAy4YaeB (PaTAABHEIN, OAHAKO OIMCAHBI
dopmer CMA c GAaronpUsATHEIM TedeHueM [2, 3].

Bnepseie CMA 0Or1na oxapakTepu3oBana Werd-
nig (1891). B panpHerimem Hoffmann (1893) aana
KAACCU(HUKALMIO HACAEACTBEHHBEIX CIIMHAABHBIX
amuoTtpoduit. Kugelberg u Welander (1956) omu-
caau CMA c MepAeHHBEIM HapacTaHUEM CHMIITO-
MOB B TeYeHHEe HECKOABKHMX AECSITHAETHUH.
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