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Pe3ome. B crathe IMPEACTABJICHBI PEAKUC ClIydau MHO,Z[PICTpO(i)I/II/I Yy ACBOYCK H3-3a MyTaLII/Iﬁ B
reae DMD.
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Resume. The article presents rare cases of muscular dystrophy in girls due to mutations in the
DMD gene.
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Mpeimeunast nuctpodust [lromenHa — TspkENOe HACIENCTBEHHOE X-CICTIICHHOE 3a00JieBaHHE
JETCKOr0  BO3pacTa,  XapakTepusymouleecs  paHHUM  Je0I0TOM,  Iporpeccupyromien
[PEUMYIIECTBEHHO IPOKCUMAJIbHOM MBIIIEYHOM CJIa00CThIO, TOPAKEHUEM MHUOKapaa u
pasBUTHEM oOpTONEAMYECKHX HapymeHuid. Ha nporsoxkenun ponroro Bpemenu ML
paccMaTpuBaioCch Kak 3a00jeBaHME, MOPAKAIOLIEE HCKIOYUTEIbHO MAaJlbYUKOB, OJHAKO B
HocjeHee BpeMsl HAKOIUIEHBl JaHHbIE O KJIMHUYECKM 3HAYUMBIX ClydasX MaHH(ecTaluu
3a00J71€BaHUs Yy JI€BOUYEK — HOCHUTEIBHUIl TATOTeHHBIX BapuaHToB B reHe DMD, uto
NOMYEPKUBAET YHUKAIILHOCTD U aKTYaJIbHOCTb U3yUEHHS ATOU IPYIIIBI TALIUEHTOB B COBPEMEHHOMN
HEBPOJIOTUU U METUIIMHCKOMN reHEeTHKE.

Henps wucciaenoBanmus. [IpoaHann3upoBaTh KIMHUKO-TEHETHUUYECKHUE JAHHBIE JIBYX
MAIMEHTOK C MaTOreHHbIMU BapuaHTamu B reHe DMD, onieHUTH posib (hepMEHTHBIX MapKepoB U
npodwib WHAKTHBAMU X-XpOMOCOM B (eHoTune 3abosieBaHUs, a Takxke CPOpPMYIHPOBATH
MOJIXO/Ibl K TUArHOCTHKE U BEJIEHUIO MAIIUEHTOB C PeIKUMHU (hOpMaMU JUCTPOPUHONIATUH.

Martepunanbsl M MeToAbl. PeTpocneKTHBHO NpoaHaJIM3MpOBaHAa  MEIULIUHCKAs
JIOKYMEHTaIUs IBYX MAIMEHTOK, HabMoqaBImxcs B PecnyOimkaHCcKOM IIEHTpe HACeICTBEHHbIX
HEpBHO-MBIIIICUHBIX 3a0osieBaHuil y jgereil. IlpoBeneHa oleHKa JaHHBIX KIMHUYECKOTO
oOcienoBaHus, TMHAMUKU JaOOpaTOpHBIX MNokazartenel, pe3yinbratoB MLPA-nnarnoctuxku u
CEKBEHHPOBAHMSI HOBOIO IIOKOJIEHHS, JAHHBIX LUTOT€HETHMYECKOIO HCCIIEIOBAaHUS U OLIEHKa
npoduis HHAKTUBAUH X-XPOMOCOMBI.

OcHoOBHBIE pe3yJbTaThl H 00CyxkKIeHHe. B mepBoM KIMHUYECKOM CiIydae HabIoJanach
YeThIPEXJIETHSISI NAlleHTKa C BbIpaxkeHHOU runepdepmentemueii (ypoBenb KOK 1o 20 000 Ex/n),
IICEBIOTUNIEPTPOPUAMH  UKPOHOXKHBIX MBI, JETKUM TOSICHUYHBIM THIIEPIOPA030M U
MUHUMAaJIbHO BBIPQKEHHBIMH MPU3HAKAMU MBIIIEYHON cIabocTH. MONeKyIsIpHO-TeHETHUYECKOe
WCCJIEJOBAHNE BBISIBIWIIO IATOTEHHYIO HOHCEHC-MyTauuio B 14-m 3kx30He rema DMD, a
cMeméHHbIi npodwis uHakTUBamu X-xpomocoMbl (18/82%) koppenupoBai ¢ KIMHHYECKON
maHu(pecTanmen auctpopuHonatuu. Bo BTOpoM cilydae MIECTHAIATUIIETHSS MAallMEHTKAa C
runiepbepmentemueii (ypoBenb KOK mo 3 000 Exn/m) He wMena HEBPOJIOTHYECKOW W
OpTOIEANYECKONH CUMITOMATUKH, IpU 3TOM MeTooM MLPA BbisiBieHa kpynHas nenenus 1-74
9K30HOB reHa DMD, a ananu3 wHHaKTHBaUMM X-XpPOMOCOMBI MOKa3al HEPaBHOBECHYIO
naiionm3anuio (16/84%), MO3BONSIONIYIO MPEANONaraTh MPEUMYIIECTBEHHYIO HHAKTUBAINIO X-
XPOMOCOMBI C TaTOT€HHBIM BapuaHTOM B reHe. B o0oux HaOmrofeHUSX CeMEWHBIH aHaAMHE3 IO
muoaucTpoduu JJroeHHa He OTAroOUIEH.
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3akuouenue. [IpencraBieHHbIe KIMHWYECKHE HAOMIONEHHWE MOATBEPXKIAIOT, YTO X-
CILICIIJICHHBIC peuecanHHe I[I/ICTqu)I/IHOHaTI/II/I MOI‘YT MaHI/I(be(JTI/IpOBaTb y ITAIIMCHTOB XCHCKOI'O
MoJIa, YTO MEHSIET YCTOSIBIIMECS TMPEACTABICHHUS O IMOJOBOM OrPaHUYEHHOCTH MHUOIUCTPOPHUU
Hromenna. O0HapykeHHast B 000MX cliydasix HecOalaHCHPOBAaHHAS MHAKTUBAIHS X-XPOMOCOMBI
Moa4EPKUBAET €€ 3HAYUMYIO0, HO HE €IMHCTBEHHYIO POJIb B hOpMHUPOBaHUH ()EHOTHUTIA Y )KCHIIIMH-
HOCUTCJIBbHHUL] ITIaTOI'CHHOI'O BapI/IaHTa. BBIﬂBHeHHe HOI[O6HLIX cnyqaeB HpI/I OTCYTCTBI/II/I
CEMEHHOro aHaMHe3a Mo YEPKUBAET HEOOXOAMMOCTh Pa3padOTKH aJITOPUTMOB KIIMHHYECKOTO H
71a060paTOPHOTO CKPUHUHTA U OPTAHU3AINH JUHAMAYECKOTO MEXIUCIUTIHHAPHOTO HAOIIOICHUS
3a TMalUeHTaMH, YTO WMEET KJII0UeBOE 3HaueHWe I paHHEH JMAarHOCTUKH W ONTHMH3AIUU
MPOTHO3A.



