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KJIWHUKO-TEHETUYECKHUE MMAPAJUIEJIA ITPH TPOTPECCUPYIOIIEN
MHUOJUCTPO®UH JTIOMEHHA-BEKKEPA ¥V IETEN

Ynuko A.M.}, Kpsuiosa-Ouepupenko A.B., Konapykesuu A.I'.Y, Koncranuyk E.B..,
Menbmmkosa E.A.%, Bom6eposa JI.A.%, Besnep %K.A.2

! Benopycckuii 2ocyoapcmeennviii meouyunckuil ynusepcumen,
2V «Pecnybaukanckuti KIuHUYeckuti yeHmp naiiuamusHoll MeOUYUHCKOT ROMOW 0emam,
2.Munck, Pecnybonuka Benapyco

Pe3tome. B xone uccnenoBaHus ObLUTH ONKCAaHBI HAauOoJee PACHPOCTPAHEHHBIE THUIIBI
mytanmii B reie DMD - gememus (62 %) w  aymmukanus (17 %), MexaHU3MBI HX
BO3HUKHOBEHHUS U B3aMMOCBS3b ¢ KIuHHMYecKkuMH popmamu quctpoduu. [Iposenena onenka
3aBUCHUMOCTH TSDKECTH KIMHMYECKUX IPOSIBICHUN OT BuAa MyTtauuu. OnpeneneHbl paHHUE
JOKJIMHUYECKUE TpPHU3HAKU 3a00JIeBaHUs, HA OCHOBAaHUU KOTOPBIX MOXKHO MPEAMNOJIOKHUTh
nporpeccupyromyto  Mbimeunyto auctpopuro  (IIMJI) B  HeoHartalibHOM  TEpUOE:
runeppepMeHTeMusi, CEMEHHBI aHaMHEe3. YCTAaHOBIIEHO, YTO paHHUM IPOSBICHHEM
3a0oNeBaHusl SBJSUIOCH W3MeHeHue mnoxonku (y 86 % nereit crapmie 5 ner), a 83 %
NAIUMEHTOB YTPATHJIO CIIOCOOHOCTh K CAMOCTOSATEIbHOMY IEPEABMKEHHUIO K 15 rogam.

KuloueBble cioBa: mporpeccupyromas MbieuHas auctpodus [lromenHa-bekkepa,
myTanuu B rene DMD, nuctpoduH, neTu, MpimedHas cabocTs.

Beenenmne. M/ romenna-bexkkepa  — HACJIEICTBEHHOE, CLIETUIEHHOE
¢ X-XpOMOCOMOM pereccuBHOE 3a0o0iieBaHUE, OOYCIOBJICHHOE MYyTallMell B TEeHE Oelka
muctpopuHa (DMD). PacmpocTpaHeHHOCTh B pa3HbIX HONyJsIMsX Bapeupyer oT 1:3000
10 1:5000 xuBopoxaeHHbIX ManbuukoB. B 70 % cinyuyaeB 3a0osieBaHuEe MaJIbYUKOB CBSI3aHO
C MATOJIOTMYECKON MyTallMell y MaTepH, B OCTAIbHBIX ciydasx (10 30 %) — BOZHUKHOBEHHE
myTtanuu de novo. 3aboseBaHUE XapaKTEPU3YeTCsl MPOTPECCUPYIOIIUM TE€YEHUEM, PaHHUM
BOBJICUEHUEM B IATOJIOTMUECKUN MpOIECC CEPACUYHOM M AbIXaTeNbHOM MYCKYNaTyp, 4TO
JUMUTHPYET NPOJOJKUTEIBHOCTD KU3HU U IPUBOJUT K TSKEIION MHBATUAN3ALNH.

Baxunol 3amaueii sBISIETCA yJIyYIIEHHE Ka4eCTBA U MPOJICHUE KU3HU JETEl C TaHHOMN
[aToJNIoOTHed, NPEAOCTaBIE€HHE MM BO3MOXHOCTEH JUIsI KOM(OPTHOIO CYIIECTBOBAHUS
U COLMAIN3aIUH.

s Gonee AeTanbHOTO M3Y4YEHHs ITHX BOINPOCOB OBLIM YCTAHOBIJICHBI CIEIYIOLIHE
3aJaun:

1. Oxapakrepu3oBaTh HauOojee 4acTO BCTpEYArOIIMeCs] TUIIbI MyTallUi y MalUeHTOB
¢ nporpeccupymoueii Muonuctpodueit romenna-bekkepa.

2. V3y4nTh OCHOBHBIE KIIMHUYECKUE TIPOSIBIICHHSI 3200JICBaHHUS.

3. BBISIBUTH JOKIMHMYECKHE TPU3HAKH, HA OCHOBAHMH KOTOPBIX MOKHO MPEIIOI0KHUTh
[MIMI.

Heab: u3y4uuTh TEHETHYECKHE U KIMHUYECKHE OCOOEHHOCTH IPOrpecCUpYIOLIeH
MblleqHol auctpoduu dromenna-bekkepa.

Matepuansl u Mmetoasbl. MccnenoBanue nmpoBoamnoch Ha 6ase ['Y «PecmyOnukaHckuit
KJIMHUYECKUM LEHTP NaJUIMaTUBHON MEAUIMHCKOW MOMOIIM AETAM». bbul MpoBeneH aHanu3
MEIUIMHCKUX KapT CTAllMOHAPHOIO IMAIMEHTa M KOHCYJIbTAaTUBHBIX  3aKIHOYEHUI
aMOYJTaTOPHBIX MAIMEHTOB 68 MalbYMKOB, HaOmoHaBmmMxcs ¢ auarHozom [IM/]] JlromenHa-
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bekkepa B mepuon c¢ 2020 mo 2023 rr. Bospact cocraBun or 8 MecsueB no 17 er,
Me (MexkBapTuibHbIH uHTEpBad) — 9 (6-12 ner). Craructhueckas oOpabOTKa JaHHBIX
NPOBOJWIIACH C HcIoNb30BanueM Microsoft Excel Ha ocHOBe aHanmm3a MEIUIIMHCKHX KapT
CTALlMOHAPHOI'O MALMEHTA U KOHCYJIbTATUBHBIX 3aKIIOUEHUH aMOyJIaTOPHBIX MAIllUEHTOB.

PesynabraTrel m ux obcyxnenue. I'en DMD sBisiercs KpynHEWIIMM M3 HM3BECTHBIX
TE€HOB YEJIOBEKa, JIOKAIM3yeTcsl B Jokyce XP21.2-p21.1, comepkuT 79 3K30HOB M KOIUPYET
TPU TOJHOIICHHBIE N30(OpMBI OenKa TUCTpOo(HUHA B TOJIOBHOM MO3T€, TIaJIKUX U CKEJETHBIX
MbIIIAxX U KieTkax [lypkuHbe MO3Xkeuka, a TakKe MHOXECTBO 0osee KOpPOTKMX H30(opMm
naHHoro Oenka. bompmmucTBO MyTanmii B reHe DMD HapymaroT 3KCHpPECCHI0 MMEHHO
MBIIIEYHOH HM30(OpMBbI O€lika, YTO MPHUBOAMT K Pa3BUTHI0O MuUoaucTpoduu JlromenHa
u  bekkepa. JluctpodmH  Busercs  HEOOXOJAMMOW  COCTaBISIONICH  qUCTpOUH-
ACCOLMHPOBAHHOIO MIMKONPOTENHOBOro KoMiuiekca (JAIl'-xommiiekca), KOTOpbI coeuHsAET
LIUTOCKEJIET MBIIIEYHBIX BOJOKOH C OKPY’KAIOIIUM €r0 BHEKJIETOUHBIM MAaTPUKCOM, ITO3TOMY
ero AepUUUT MPUBOIUT K Pa3pyLIEHUI0O MUTOXOHJPHUM M amonrto3dy muouutoB. [lo mepe
porpeccupoBaHus 3a00JIeBaHUSI MUOLIMTHI IOCTEIIEHHO 3aMeIIatoTCs )KUPOBOi 1 puOpo3HOH
TKaHbio [1].

Jns  cuHTe3a Oenka gucTpoduHa HEOOXOAMMO NPOXOXKICHHE TPEeX ITaIloB:
TPAHCKPHUIILIUH, CIUIAHCUHTA U TPAHCIISILIUH.

[Tpu HamM4MK CIBUra paMKU CUMTHIBAHUS [IPOUCXOIUT IPEKACBPEMEHHAs TEPMUHALINS
TPaHCIIALMY, U CUHTEe3 Oellka JUCcTpo(rHa MpeKpalaeTcs, 4YTo MPUBOIUT K Oojee TsKelon
dbopme 3abosneBanus — MblmedHoM auctpoduu [romenna. B ciywae, korja myranuu He
OPUBOAAT K CIOBUTY pAMKU CUMTBHIBAHUS, CHHTE3UPYETCS aHOMAJIbHO YCEUEHHBIH,
HO (DYHKIIMOHAJIBHBIA AUCTPOPHH, YTO 00YCIOBIMBALT OoJiee JIETKYI0 (hOpMYy — MBIIICYHYIO
muctpouto bekkepa.

Hekoropeie  yuacTkum npoTeMHa JUCTPOUH  OCOOEHHO  BaXKHBI i1 €ro
¢byHKIMOHMpOBaHUS (KpacHas o6aacTk (3K30H 1, 3x30HBI 64—70)). MyTanuu B 310l 061acTu
BBI3bIBAIOT MUOAMUCTpO(dUIO JfOIIEeHHa HE3aBUCUMO OT TOTO, HAapYIIAlOT OHM I'€HETUYECKUI
KOJ[ UJIU HET.

Jlpyrue y4acTKH BaKHbl OTHOCUTENIBHO, IIOCKOJIBKY y NMAllUE€HTOB, NMEIOIUX MYTaluu
B opaHkeBoM (3k30HBI 2—10) u xenrom (3x30HBI 71-78) yuacTkax TedueHue Oone3Hu Ooiee
TSDKEJIOE, YEM Y NIAIIMEHTOB C MyTallMsIMU B 3€J1€HOM (3k30HBI 10—63) yuacTke.

B xome wuccienoBaHusi TOYHas JIOKaJM3alMs MyTaluu  Obljla  yCTaHOBJIEHA
y 51 nanuenTta. M3 HUX 7 ManMeHTOB HaXOAWIMCh B TaK Ha3bIBAEMOW «OPAHKEBOW 30HE»
¢ Myranued B 3k30Hax 2-10, ocrampHble 44 MajgbyMKa C MYTAllUAMH B «3€JICHOM
yaactke» [2].

JlocToBepHo wamie MyTanmsi 3axBaTbiBaja obnacte ¢ 43 mo 52 9K30H («ropsyas
obmacte») [3]. B omHOoM citydae Myrtanus 3aHuMaiga ¢ 8 mo 41 3K30HBI, YTO 3aTPOHYJIO
3HAUUTENbHYIO 4YacTh reHa (34 skx30Ha U3 79), OAHAKO B XOJ€ UCCIEIOBAHUS B3aHMMOCBSA3H
MEXJy KOJHMYECTBOM BOBJIEYEHHBIX B MYTAlUIO SK30HOB M TSKECTbIO KIMHUYECKUX
NPOSIBJIIEHUH HE OBUIO BBISBICHO.

Haubonee uvacroit ¢hopmoit Myrauuu siBisuiack nenenus (62 %), BTopas 1Mo yactoTe
BcTpeyaeMoctu — aymiaukamus (17 %). Cpeau  oOciiefOBaHHBIX TMAIMEHTOB HMENOCh
4 ceMeWHBIX ciyyasi, B OJIHOM HaOII0JaIuCh OpaThsa-0IM3HEIbI: B TPEX CEMBSAX OpaThs UMeNn
UJICHTUYHBIE TUIBl MYTAallUd B OJMHAKOBBIX 00JacTAX reHa. Y OpaTbheB-ONM3HENOB ObUIM
BBISIBJICHBI TYTUTUKAIIUH B pa3HbIX 00aacTsax rena DMD.

I'en DMD cocTouT He TOJIBKO U3 3K30HOB, HO COJEPKHUT U HEKOJUPYIOIINE YJACTKU —
uHTpoHbl. Cpeau 68 oOCIeIOBaHHBIX MALMEHTOB UMeNcs | peOeHOK ¢ TeMHU3UTOTHOU
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myTanuei B 26 uatpone rena DMD (chrX:32472776T>) ¢ HapylieHuem caiiTa crijiaiicuHra
(c.3603+3A>T, NM_004006.2).

Pacripenenenne mnamueHtoB ¢ muoamctpoduein JlromeHHa-bekkepa mpencTaBiIeHO
B TaOnuie 1.

Tabmmma 1 — Bo3pacTHble rpymmsl

Bo3spact KomnunuecTtBo neteit
8 Mec. —4 roma 16
5-8 ner 14
9-12 mer 23
13-17 ner 15

Mprmeunast guctpodust JlromenHa-bexkkepa oObIYHO e0IOTUPYET B Bo3pacte 4—5 Jier
U HOCUT NIpPOTpeIueHTHBIH Xapaktep. Poxurtenu nereil mmamiie 4 JjieT aKTUBHBIX JKanoo,
CBSI3aHHBIX C 3a00JIeBaHMEM, HE TPEAbABISUIN, 3aJEPKKY (DU3MUECKOTO MU MCUXUIECKOTO
pa3BuTHs He HaOmopanu. Oanako netu ¢ [IMJ] HaumHAIOT XOIUTH MO3XkKE CBOMX 3/I0POBBIX
cBepcTHUKOB: B 16—18 MecsueB. Cpeau paHHMX HpOsBIEHUI 3a00JI€BaHUS OTMEYAIMCh:
MbllIeYHast c1abocTh, MpOrpeccupyromas aTpoQus MBI Ta30BOr0 M IJIEYEBOrO Mosca,
NCEBAOTUNEPTPOGUN HKPOHOXKHBIX, STOJUYHBIX, JEIbTOBHJIHBIX MBIIII, MBI >KHBOTA
u s3bika. Haunnast ¢ 4—5 51eT moCTEeneHHO MPOUCXOAUT W3MEHEHUE MOXOAKU C HOPMaJIbHON
B Hayaje Ha CJIerka MHONATHYECKYI0, 3aT€M Ha TUIUYHYI0 MHONATUYECKYIO ((YTHHYIO»):
peOEHOK IIMPOKO paccTaBisieT HOTH, NEPEBAIMBACTCS U3 CTOPOHBI B CTOPOHY IpPU XOJbOE,
nepeABUraeTcs Ha Hocoukax. Ilpu mopHATHMM ¢ mona manueHTHl MMOMOralT cebe pyKaMu
(cumntom ['oBepca). dopmupyercs aedopmarusi CTomn (BaJIbl'yCHasi, TUIOCKO-BaJIbIyCHas,
HKBUHYCHAsl, )KBUHOBAPYCHAs YCTAHOBKH), IPYIHON KJIE€TKH, TO3BOHOYHHKA.

HecMmotpss Ha TO, 4TO mepBbIe KIMHUYECKUE MPU3HAKU 3a00JIEBaHUS TPOSIBISIFOTCS
TOJIBKO K 4—5 rojiam, CyIIeCTBYIOT KPUTEPUU AMArHOCTUKH, MO3BOJIIOLIUE MPEATIOI0KUTH
Hajau4ue y HOBOpoOxAeHHoro manpuuvika IIMJIJIb u BOBpeMs HalpaBUTb €ro Ha MEIUKO-
FEHETUYECKOE KOHCYJIbTUPOBAHME: 3HAUMUTENbHOE “O€CIpUUYMHHOE” TIOBBIIMIEHUE YpPOBHS
kpeatuHpochokunazel (KOK) (B 100 u Gonee pa3) BcaencTsue pabIoMUOIN3a; AKTUBHOCTH
TpaHcaMHHa3 — anaHuHaMmuHoTpaHcdepassl (AJIT) u acmapraramunotpancgepassl (ACT)
(B 20 u Oonee pa3); akTUBHOCTH (epMeHTa sakrataeruaporenassl (JIAT) (B 3—5 pa3), uto
OTMEUAJIOCh y BCeX JeTeil muaamel Bo3pacTHOM rpynmsl (8 mecsueB — 4 roaa). Baxubim
IIPU3HAKOM I yrouHeHus nuar”osa I[IMJ] dromenHa-bekkepa sBIS€TCS HaIu4ue B CEMbE
npobaHia pPOJCTBEHHHMKOB MYXKCKOTO IOJla M0 MaTE€PUHCKOW JMHHUHM C IMOATBEPKICHHBIM
JIMarHO30M, YCTAaHOBJECHHBI ()aKT TMPHCYTCTBHUS B CEMbE JKCHIIMH HOCHUTEIbHMIL
naronornyeckoro resa. Ha mepBom roxy xwu3Hu B 10 % ciyuaeB 3a0oneBaHHE MOXKET
HPOSIBIISITECS B BUJIE CHMITTOMOKOMITIIEKCA «BSIOTO peOeHKay [4].

[Tpu ananuse xanod ManKMeHTOB OBLIO BBIABICHO, YTO HaWOOJee YacThIMH Kajlo0amu
AaBIsIMCh (puc. 1): mporpeccupyromiasi MbllieyHas ciaabocTb — Beaymas U Haubolee
OTJIMYHUTENbHAs kKajlo0a BO BCEX BO3PACTHBIX TIPYIIAX; U3MEHEHHs MOXOIKU — HEBBICOKHH
nporeHT B 13—17 €T B CBA3M C yTpaTOMl CaMOCTOSATEIHLHON XOJbOBI, TYrOMOJBH)XHOCTH
cycTaBoB. Pexxe oTMedanuch kKajnoObl Ha WM3MEHEHHUS MacChl Tella, SMOLMOHAIbHYIO
HECTaOUIIbHOCTh, TPYIHOCTH MPHU X0/b0E.
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MBmIeuHad cnabocms zomebe CYCTABOE Habop MacceITeNa MOTepAMacchITena HecTabumHoCs

B ]-4roma ™5-8 jetT 0-12 mer ™ 13-17netr

Pucynok 1 — XXanoOs1 nanueHTOB

OpnHol M3 pEeKOMEHJOBAHHBIX ILIKaJ JJI OLUEHKU CTENEHH OrPaHUYEHHS] aKTUBHOCTU
y OONBHBIX MbIIeYHON nuctpoduer JlromenHa-bekkepa sBIsSETCS aJanTUPOBaHHAs IIKala
OLICHKA MOTOPHBIX (yHKIMH Xammepcmut [5]. B Hamem wucciaemoBanuu ObUT MPOBEACH
aHaJIU3 OrPaHWYEHUs aKTUBHOCTH 49 MalbuuMKaMm, TaK Kak 3Ta IIKajda PeKOMEHJIOBaHa IS
IPUMEHEHHUS JeTSIM C S-1eTHero Bo3pacta. OHa cocTouT u3 20 MyHKTOB, KaX/IbIi U3 KOTOPBIX
OLICHUBAETCS COTJIACHO CTENCHM BBITIOJIHEHUS ABHTATEIbHBIX TeCTOB Ha 2, 1 muu 0 Gaiios.
Yewm BbIIlIIe cyMMa 0ailioB, TeM Oojiee CTaOMIIbBHOE COCTOSIHUE MAI[UEHTOB.

[Ipn ouenke (¢u3MUECKOTO pPa3BUTUS HAIIMX IallUEHTOB OBLIO BBISBICHO HHU3KOE
¢usnueckoe pazputHe y 66,6 %, uYTO CBS3aHO € MAaJOMOJBMXKHBIM 0O0pa3oM KHM3HH,
0OYCJIOBIICHHBIM ~ TPOTPECCUPYIONIEH  MBIIIEYHOW CJIa0OCTBI0O M TOTEPEH  XOIBOBI
B JaJbHEiIeM, a TakkKe IOCTOSIHHBIM THpueMoM TriokokoptukocreponioB (I'KC).
[Ipumeuarensuo, uyto y 20,8% nereit (¢usnyeckoe pa3BUTHE OBUIO  BBICOKUM
(MpeuMyIeCTBEHHO y MJjajmield Bo3pacTHOW rpymmbl). Cienyer OTMETUThb, UYTO B CBSI3U
C HaJIMYUEM HEHPOMBIIIEYHOTIO CKOJIMO03a UMEIOTCS CIOKHOCTH B U3MEPEHUH POCTa M Beca,
YTO 3aTPYAHSET OLEHKY (PU3NYECKOTO Pa3BUTHUS.

Hapymenust co cTOpoHbI ONMOPHO-ABUraTeNIbHOrO ammapata (puc. 2) y OOJbIIMHCTBA
JIeTe  BKIIOYaJIM: TeTpamape3, NaTOJIOTMYEeCKYyl0 YCTaHOBKY CToH, JedopManuu
MO3BOHOYHHMKA, KOHTPAKTYPhI CYCTaBOB, IICEBAOTUIEPTPOPHIO HKPOHOKHBIX MBIIILI.

K nedopmanuum MO3BOHOYHMKA TPUBOAUT AaTpopusi CKEIETHOH MYCKYJIaTyphl,
nporpeccupytomias ¢ Bo3pactom: B 0,84 roma y 81 % nmereit mmenach CKOJIHMOTHYECKAs
OocaHKa, kotopas K 9—12 rogam pa3BUBaeTCsd B HEWPOMBIIIEYHBIN CKOIMO3 1-2 cT. u 3—4 cT.
K 13—-17 rogam. Y Bcex naruenToB 13—17 net umenacs nedopmanns HO3BOHOYHHKA.
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KomuuecTBoO neteit
0 10 20 30 40 50 60 70

Terpamapes SRS 68
ITaTomornyecKas yCTaHOBKa Ol S| 54
JledopMaliis IT03BOHOYHIKA S 43
KOHTPAKTYPhI CYCTABOB S 30

IMcesmorunepTpodis HKPOHOKHBIX . . | 34
Vi3MeHeHHEe TIOXOKH sy 29

CHIWKEHHBIIl MBIIIEYHBII TOHYC Sy 73

PI/ICyHOK 2 — U3menenus OIIOPHO-ABUTaTCIIbBHOTO alrapara U ABUTaTCJIbHBIC HAPYIICHUA

[IpencraBicHHbIE W3MEHEHHS B COBOKYIIHOCTH C TIPOTPECCUPYIOIICH MBIIICUHON
CJIa00CThIO 3HAYUTEIILHO 3aTPYAHSIOT (PU3NYCCKYIO aKTUBHOCTH IMAIIMEHTOB, B CBS3H C ATHM
ObLT ompeneneH o0beM JBIKEHUH, KOTOPBIA JETH TIEePECTAlld BBIIOJIHATH BCJICICTBUC
IIpOrpeccUpoBaHms 3a00sieBaHus. (puc. 3)

OUZNYECKAA AKTUBHOCTDH ITAIIMEHTA

B XOIHT CAMOCTOATEIBEHO B Ger /lromeHHA
M yacTele HancHud B He TpBITacT/He OeraeT
N He X0OuUT caM HE caguTCA
B CHIUT C ONIOPOH N 13 IONIOKEHNUA JIEXKA BCTAET C MOANEPKKOH
M He CTOUT B He nepeBopadnBacTCsa
13 14 14 13
9
66 6
4
22 33 2 2 2 2 3
11 1 I 11 I
ull.. . A I
1-4 TOOA 5-8 JIET 9-12 JIET 13-17 JIET

PucyHnok 3 — ®usnyeckasi akTUBHOCTb MALIMEHTOB

Kak mnpaBuio, m0 8-j1eTHero Bo3pacTa COXpaHSEeTCs IOJHBIA 00beM (u3nYecKoi
aKTUBHOCTH, ¢ 9—12 7er neTM HayMHAIOT yTpauuBaTh CHOCOOHOCTh K CaMOCTOSITEIbHOMN
X0/1b0€ U CHMXKAETCS UX BO3MOXKHOCTH BBIIIOJHEHUS MPEJCTABICHHOTO 0O0beMa (PU3UUECKOM
AKTUBHOCTH.

Pannum mnposiBieHreM 3a0o0jieBaHHs SBISAETCS HW3MEHEHHE HOPMAIBHOM IOXOJAKH
Ha TUMHYHYIO MHOnaTuyeckyio B 5—8 jer (y 86 % nerteii). [lorepst ormeuanack nocne 8 e,
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a k 15 romam 83 % gereit yrpaTuio cnocoOHOCTh K CaMOCTOSITEIbHOMY IE€pEBUKECHUIO.
B 1617 ner Bce neTH caMOCTOSATENIbHO HE MEPEABUTAIUCE.

Y gmerei Bcex BO3pPACTHBIX TIpyHn  HAOMIOAATNCh KOHTPAKTYphl CYCTaBOB,
IpOrpeccupyrolIre o Mepe pocTa U NOTepU XOAbOBI: Tak, K Bo3pacTy 9—12 et yxxe uMenauch
MHO’KECTBEHHBIE KOHTPAKTYpbl (3aXBaThIBalOIIME TI'OJIEHOCTOIIHBIE, KOJIEHHBIE, JIOKTEBHIE
U JIy4e3alsCTHbIE CycTaBbl). MakcUManbHOE Pa3BUTHE KOHTPAKTyp HaOIr0a]I0Ch B BO3pacTe
13-17 ner.

OOpaman Ha ce0s BHUMaHUE XapaKTepHbIM HeBposiorndyeckuit craryc. OTmedanoch
CHIDKEHHE CYXOXHWJIBHBIX pe(IeKCOB C BEpPXHUX KOHEYHOCTeH Yy 38 manueHToB,
y 5 Habmojanoch MONHOE OTCyTcTBUE pediexcoB. Pediexchl HMKHHUX KOHEYHOCTEH
HE BBI3BIBAIUCH y 16 mamueHtoB, a y 30 ObuiM CHUXEHBbl. MbllIeyHasi Cuiia: B KUCTSX,
crubarensix W pa3rudareNnsx Mpenuiedbs, ACTbTOBUAHBIX MBIIIIAX ObUla 3HAYUTEIHHO
CHIDKEHA y BCEX MalMeHTOB C Iporpeccupyrouiedl MeliieyHod auctpoduein [lromeHHa-
bekkepa (IIMJIJIb). Mpimieunas cuia HIKHMX KOHEYHOCTEM Takke OblIa 3HAYUTEIHHO
CHI)KEHA y BCEX IAI[UCHTOB.

Cpenu WHBIX HapyIICHUH HAOIIOJAIHUCh: NEePUIIUT KOCTHOW Macchl, CHHApPOM WIiieHKo-
Kymmnra, BbI3BaHHBIN 1ocTostHHBIM IpueMoM ['KC, ormewatouuiics y gereit ¢ 5—8 ier.
Bo Bcex Bo3pacTHBIX rpynmax HaOmogaercs aeuuuT BUTamMuHA J{, B CBSA3M C 4eM Bce
NAUEHTBl HAXOASTCA B IPYIIE PUCKA IO Pa3BUTHIO HAPYLIEHUH KOCTHOM MUHEpaIU3alllu.

IIMJI romeHHa-bekkepa 3arparuBaeT HE TOJBKO CKEJIETHBIE MBIIIBI, HO
U JbIXaTelIbHble, M CEpACUHYI0, BCJIEACTBUE YEro pa3BUBAETCAd KapIUOMHOIIATHS,
IIPOrpeccUpyronias ¢ BO3pacToM: B BO3pAaCTHOM rpymme 8 MecsleB — 4 roga KapIuOMHOIIATUS
HaOmonanace y 6 % nereit, B 13-17 — nmer y 47 %. 3aboneBaHne 3HAYMTEIHLHO CHIDKACT
IPOJOJDKUTEIBHOCTD JKM3HU W SBJISETCSI 4acTOM NPUYMHOM JIETAIbHOIO MCXOJa Hapsary
C peCcITUPaTOPHBIMHU OCIIOKHEHUSIMU [ 6].

[TonnepxkuBaroias MeIMKaMEHTO3Hasi Tepanus BKJIOYaeT B ce0s Ha3HaueHue Oera-
aapeHo0JI0KaTopoB, HaunHasi ¢ 9—12 5eT, B CBSI3U C HAJIMYMEM KapIAUOMHOIIATUU MAI[UEHThI
nony4atoT HATID — sHananpui, HaunHas ¢ 5-8 set [6]. 50 % nanuentoB npunumarot ['KC.
Hetn ¢ TIMJ1 romenHa-bekkepa Haxoasrcs B TpyIHIe pUCKa IO pa3BUTHIO Aeduiuta
ButamuHa J[. 29 % ManpuMkoB, HMEIOIIUX MOJATBEPXKJIEHHBIH J1a00paTOpHO JePUIUT
BuTamMMHa /[l, momywaroT Xosekanpludepon B TepamneBTHueckod noze (3000-5000 ME),
a 71 % nanueHTOB, HaXOAAIIMKCA B TpyNIE pUCKA, NPUHUMAIOT XoJeKalbLudeposn
B npodunaktuueckux no3ax (500-2000 ME). [7]

Co BcemMM mDalMeHTaMHM MPOBOJAMIIACH €XKEIHEBHas paboTra c peaduIMTOIOramH,
nedexTonoramu, (pusnoTepaneBTaMu, ICUXOJIOTaMU, T.€. TepaIus HallpaBJIeHa Ha YIydlIeHue
KayecTBa KU3HU U MPODUIAKTUKY OCITOKHEHHH.

3akirouenue

1. YcranoBieHsl Hauboee pacpocTpaHeHHbIe T MyTaiuy B rene DMD — nenenns
(62 %) u nymmukanus (17 %).

2. YCTaHOBJICHO, YTO paHHUM MPOSBICHUEM 3a00JieBaHUs SBISUIOCH H3MEHEHHE
noxonku (y 86 % nereit crapiie 5 net), a 60abmKUHCTBO AeTel (83 %) yTpaTuio cnocoOHOCTh
K CaMOCTOSITEJIBHOMY NEPEBUKEHUIO K 15 rogam.

3. YcraHOBIIEHBI JIOKJIMHWYECKHE TPOSBICHUS  3a00JieBaHUS:  «OECTIpHUUHHAS
runepdpepmentemus (nossienue nokaszareneit KOK, AJIT, ACT, JI/I[' B ceIBOpOTKE KPOBH),
CEMEHHBIN aHaAMHE3.
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CLINICAL AND GENETIC PARALLELS
IN PROGRESSIVE DUCHENNE-BECKER MYODYSTROPHY IN CHILDREN

Tchitchko A.M., Krylova-Alefirenko A.V.%, Kondrukevich A.G.!, Konstantchuk E.V.2,
Menshikova E.A.?2, Bomberova L.A.?, Bezler J.A?

! Belarusian State Medical University,
2 State institution the belarusian clinical center of palliative care for children,
Minsk, Republic of Belarus

The study described the most common types of mutations in the DMD gene — deletion
(62 %) and duplication (17 %), the mechanisms of their occurrence and the relationship with
clinical forms of dystrophy. The dependence of the severity of clinical manifestations
on the type of mutation was evaluated. Early preclinical signs of the disease have been
identified, on the basis of which it is possible to assume progressive muscular dystrophy
(PMD) in the neonatal period: hyperfermentemia, family history. It was found that the early
manifestation of the disease was a change in gait (in 86 % of children over 5 years old),
and 83 % of patients lost the ability to move independently by the age of 15.

Keywords: progressive Duchenne-Becker muscular dystrophy, mutations in the DMD
gene, dystrophin, children, muscle weakness.
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