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Mporpeccupyiowas MbllweyHas gucTpodus [lloleHHa — reHeTUYecKn obycnosneHHoe datanbHoe 3aboneBaHue ¢ HeyKNoH-
HO NMPOrpeccupyiolnM Te4eHMeM. XapaKTepu3yeTcs OTCYTCTBUEM Oenka AUCTPODUHA NN PE3KUM CHUKeHUeM (<3 %
OT HOpMbI) ero ypoBHs. B Poccuun B nocnepHve rofbl NosBUAOCH HECKONBKO NpenaparoB AN NaToreHeTUYeCKoro eveHuns
Muoguctpodumn fowerHa. K coxaneHuo, faHHas Tepanus He ABNAETCA YHUBEPCANbHOM U MOXKET ObiTb Ha3HaYeHa nauu-
eHTaM C onpefieNIeHHbIMY BUAAMM W y4aCTKaMK MyTaLWil. YCTaHOBNEHWE TOYHOTO iMArHO3a B KAX/A0M KOHKPETHOM Ciyyae
NO3BOJUT CBOEBPEMEHHO ONPEAENUTL HauboNee ONTUMANBHYIO TaKTUKY BefleHUs 6ONbHOrO, BK0Yas 3 heKTUBHbIE NpPo-
dbunakTuyeckne n peabUnuUTaLUOHHbIE MEPONPUATUS, MONYYNUTb NATOTEHETUYECKOE JIEYEHHE, @ B NEPCNEKTUBE — TeHHYI0
Tepanuio. B HacTosLwel cTaTbe ONMCaHbl KIMHMYECKMEe cnyyan muonatum [lioweHHa y nauueHToB ¢ pa3nyHbIMU BapuaH-
Tamu MyTauuii B reHe auctpoduHa Ha hoHe NpoBefeHNA NaToreHeTUYeCcKomn Tepanuu.

KnioueBble cnoBa: muonarus [iioweHHa, red DMD, aucTpoduH, natoreHeTnyecKkas Tepanus, NponycK 3K30HOB

Dna yutupoBanua: Munaityesa J1.1., Metnuna E.H0., PaBxaesa E.T., Ceutosa I.H. OnbIT HabnofeHUsA NALUEHTOB C MUO-
nartueit [lloweHHa. Pycckuii )ypHan fetckoii Hesponorum 2023;18(2-3):31-7. DOI: 10.17650/2073-8803-2023-18-2-3-
3-31-37

Experience of observing patients with Duchenne myopathy

L.I. Minaycheva, E.Yu. Petlina, E.G. Ravzhaeva, G.N. Seitova
Research Institute of Medical Genetics, Tomsk National Research Medical Center, 10 Naberezhnaya reki Ushayki, Tomsk 634050, Russia

Contacts:

BBepeHue

Larisa Ivanovna Minaycheva larisa. minaycheva@medgenetics.ru

Duchenne muscular dystrophy is a genetically determined fatal disease with a steadily progressive course. It is charac-
terized by the absence or sharp decrease (less than 3 % of the norm) of the dystrophin protein. In recent years, several
drugs for pathogenetic treatment of Duchenne myodystrophy have appeared in Russia. Unfortunately, this therapy
is not universal and can only be prescribed to patients with certain types and regions of mutations. Establishing an ac-
curate diagnosis for patients will allow timely determination of observation tactics, effective implementation of pre-
ventive and rehabilitative measures, and obtaining pathogenetic treatment. Gene therapy is a perspective option. This
article describes clinical cases of Duchenne myopathy in patients with different variants of mutations in the dystrophin
gene against the background of pathogenetic therapy.
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reHa gucrpoduHa (DMD). I[Iponykr reHa DMD — Genok

Mpermeunast nucrpodus JdiomenHa (MIJ1) — Hacten-  mucTpoduH — 00eCIeunBaeT CTAOMILHOCTh MEMOpAHBI
CTBEHHOE X-CIIETUICHHOE PELIECCUBHOE IIPOTPECCUPYIONIee  MBIIICYHOM KJIETKY B LIMKJIE COKpallleHHe—pacciablieHHe.
3a00JIeBaHNE M3 TPYIIILI IEPBUYHBIX MUOMATHIi, KOTopoe  JIMCTpodUH BXOAUT B COCTaB TPaHCMEMOPAHHOTO OEJIKO-
00YCJIOBJICHO ITaTOTEHHBIMM BapHaHTaMHM (MyTallMsIMK)  BOTO KOMIUIEKCA (IUCTPODUH-TIUKOIIPOTEMHOBOTO KOM-
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IUTIeKCa, BKITIOYAIOIIETO TUCTPOTIMKAHBI, CAPKOTJIMKAHHI,
IUCTPOOPEBUHBI) 1 pacIiojlaraeTcsl Ha BHYTPUKIETOYHOMI
ITOBEPXHOCTH CapKOJIEMMBI PSIOM C CapKOMepaMu, CBSI-
3bIBasI BHYTPUKJICTOYHBIN aKTMHOBBII IIUTOCKEJIET U BHE-
KJICTOYHBIN MaTpUKC KieTku. Hemocratok muctpodurHa
HapyiaeT QYHKIIMOHUPOBaHUE TUCTPODUH-TIMKOIIPO-
TEMHOBOT'O KOMILJIEKCa, YTO IIPUBOIUT K HECTAOWIBHOCTH
MEMOPaH, MBILLIEYHOI JETeHEPAUY U HEKPO3Y MBILIEYHBIX
BOJIOKOH [18].

3aboseBaHNE BCTPEYAETCSI IPEUMYIIECTBEHHO Y TaIl-
€HTOB MY>KCKOTO MoJia C 4acToTou 1 ciyyaii Ha 5 ThIC. XU~
BOPOXKIEHHBIX MAJIbUUKOB [5] 1 00lLel pacpocTpaHEHHO-
ctbio 4,78 ciaydast Ha 100 ThIC. My>XKUMH BO BceM Mupe [15].

OCHOBHBIC KJIMHUYECKIEC CUMITOMBI 3a00JICBaHMUSI:
IIPOTPeCcCUpYIOIIasi MBIIIIEYHAsI CJIA00CTh, aTPOHSI MBIIIIII,
cepIeyHasi ¥ IbIXaTe/IbHas HeA0CTaATOYHOCTb. JIBUTaTe Ih-
Hble HapylleHMs y nanreHToB ¢ MJIJI BKiItoyaloT Hapy-
IICHUSI XOAbObI, HEYKITIOXKECTh U YaCThIe MaAeHUS, TPYI-
HOCTH TIPU MOABEME BBEPX IO JICCTHUIIEC, CUMIITOMBI
ToBepca npu BcTaBaHUM, TICEBAOTUTIEPTPOGUIO NKPOHOXK-
HBIX MBIIIIL, ObICTPOE (pOpMUPOBAHUE KOHTPAKTYP rojie-
HOCTOITHBIX CYCTaBOB, HEBO3MOXKHOCTD IIPHITAaTh, CHIXKE-
HUE BBIHOCJIMBOCTHU, 3aIePXKKY MOTOPHOTO Pa3BUTHS,
YXYAIIeHNE KOHTPOJIS TTOJIOKEHMS TOJIOBBI, MBIIICUYHYIO
TUIIOTOHUIO, TTOTEPIO IBUTATEIIEHBIX HABBIKOB, MBIIIICUHBIE
6o 1 kpammu [8]. ¥ maumeHToB ¢ M/I/] mpucyTCTBYIOT
1 HEMOTOPHBIE CUMIITOMBL: 3a[iepXKKa peun, HapyIIeHUsI
ApPTUKYJISILINY, ITIOBEICHYECKIE TTPOOIEMBI, 3aepkKa hop-
MUPOBaHMSI KOTHUTUBHBIX (PYHKIMIA [8].

IIpu MJ1JI nopaxaetcs cepale, KapauOMUOIIaTUS
pa3BHBaeTCS y MAllMEHTOB K MOAPOCTKOBOMY BO3PAacCTYy.
Jlo monoBuHbI TarieHToB ¢ MJI/1 B Bo3pacte 20 et nme-
0T KIIMHUYECKIE IIPU3HAKY CePISCYHOM HEMOCTATOYHOCTH,
BO3MOXHbI HapylIeHUsI puT™a cepaua [1].

Mpelimeynast muctpodus JioleHHa UMeeT TsoKelloe,
HEYKJIOHHO IIporpeccupyloiiee TeueHne. B HacTosiee
BpeMsI HapsIoy ¢ CUMITTOMATAYECKIM JICUCHUEM BO3MOX-
HO TIPOBEJCHUE MATOTCHETUYECKOW Teparuu y AETeu
¢ M/1/1, y KOTOpBIX YCTAaHOBJIEHbI OIpeAeAeHHbIE MyTaLlU
B reHe DM D (HOHCeHC-MyTalu, AeIeIMy 9K30HOB, TIO/-
JIeXalIuX MPOIMYCKY: 9K30HOB 45, 51 u 53), B Heganekoi
IepCIEKTUBE — IIPOBeIeHNEe TeHHOM Tepanuu [12].

Takum o6pa3om, akTyaJbHBIMU ITPOOIEMaMU SIBJISIOT-
csl paHHee BbIsiBIeHKWE naureHToB ¢ MIJ1, ycTaHOB/IeHKE
TOYHOTO AMArHO3a M Ha3HaUYeHHE Tepauy, IPpOpUIaKTH-
Ka OCJIOXKHEHUM.

Ilenp HACTOSILIETO MCCAETOBAHUA — AHAJIU3 TEUYECHUS
3a00J1eBaHUS ¥ KTMHUYECKUX CUMIITOMOB Y TTAIITUEHTOB C
nuarHo3oM MJIJI, moaTBepXKIeHHBIM MOJIEKYJISIPHO-Te-
HETUICCKUMM METOIAMH.

Matepuanbl u meToabl

ManbyrKu ¢ yCTaHOBJAEHHBIM ArarHo3oM MJ1/1 B Bo3-
pacte ot 3 siet 6 Mec 10 12 net 11 Mec (6 malMeHTOB) Ha-
0J104aMCh B OTAEJEHUM HACJIEACTBEHHbBIX OOJIE3HEM

Menuko-reHeTdeckoro 1ieHTpa ([eHeTIecKoi KITMHUKN)
Hayuno-nccnenoBaTeIbcKOro MHCTUTYTa MEIUITMHCKOM
reHetukn OGI'BHY «Tomckuit HalMOHAIBHBINM HCCIEHO-
BaTE€JIbCKUIA METULIMHCKUIA LECHTP».

ITauuneHTaMm ¢ paHHe# amOyJIaTOpHOI cTagueit 3a00-
JIEBaHMSI TIPOBEJEH TeCT 6-MUHYTHOM XonbObl [14]. Co-
[JTACHO KJIMHUYECKUM pEKOMEHAALMSM [S], aMOy1aTOpHbIiA
MaluMUEeHT — 3TO MALUEHT, CIIOCOOHBIN K CAMOCTOSITEIbHOMU
xoan0e. B peanbHON KJIMHUYECKON IpaKTUKE IIPUHSITO
TPaKTOBaTh «aMOYJaTOPHOCTh» 00abHBIX MJIJI Kak crio-
COOHOCTb XOAUTh 0€3 UCMOJIb30BAHUS BCIOMOTaTEAbHBIX
CpeNCTB U 6€3 yKazaHUsI JUCTAaHLIMU U BPEMEHHU, a «I10Tepeit
aMOyJIaTOPHOCTH» CUMTATh COCTOSIHME, TP KOTOPOM ITa-
LIMEHT BBIHYKAEH MOCTOSIHHO MCMOJIb30BaTh MHBAJIMIHOE
KpEeCJ1o 151 IepeABMKEHMS KaK BHE 10Ma, TaK 1 B JOMalll-
HUX YCIIOBUSIX [2].

O1eHKa MHTEIUIEKTYAJIbHOTO Pa3BUTHS — TecT Bekciiepa
(Wechsler Intelligence Scale for Children, WISC) — nipoBeneHa
3 mareHTaMm, B TOM YMCTe Y 1 malmeHTa onpenessics HeBep-
OaIbHbII MHTEJUIEKTYaJIbHbIN [M0Ka3aTe/Ib, KOTOPbIA OLIEHU-
BaJICS y MALIMEHTOB C OTCYTCTBMEM peuu [7].

Pe3ynbrathbl

IMox HaOMIOAEHMEM HAXOAMIOCh 6 matreHToB ¢ MJ1/]
B Bo3pacte oT 3 mo 12 jeT ¢ pa3IMYHBIMK BapHaHTaMHU
MyTaluii B reHe gucTpodrHa (cM. Tabmuiry). Y 1 mamueH-
Ta OOHapyXeHa TOYKOBasl MyTalldsl B TEMHU3UTOTHOM CO-
CTOSIHMM (MalUeHT 6), Y OCTaJIbHBIX — AeJELUU OJHOTO
U HECKOJIbKUX 3K30HOB reHa DM D. Bo BpeMs HaOIoaeHUsI
y 2 manyeHToB cTapiie 12 jeT Obljla JMarHOCTHpOBaHa
MO3IHsISI aMOyJIaTOpHasl U MO3IHsIsI HeaMOyJ1aTopHasi CTa-
nus 3a0oyieBaHMs (MaLUEHTHI 1 U 5 COOTBETCTBEHHO).
VY ocranpHBIX HeTell cragus 3a0ojieBaHMUS OllEHEeHa KaK
paHHsIs1 aMOyiaToOpHasl.

PerpocrniekTUBHBIN aHANU3 MEAULIMHCKUX TOKYMEHTOB
HaOII0MaeMBIX IeTeil MoKa3all, YTO 3aJepKKa MOTOPHOIO
pa3BUTHsI OTMeYaach TOJBKO y 1 marueHTa (IauueHT S),
V OCTaJIbHBIX IETei MOTOPHOE Pa3BUTHE COOTBETCTBOBAIO
BO3pacTy. 3amep:KKa pa3BUTHS peul ObLIa 3apeTrCTPUpOBa-
Ha 'y BceX, 3a MCK/IIoYeHreM 1 pebeHKa (maLueHT 6).

MoTopHbIe CUMIOTOMBI 3a00JIeBaHUS B BUAE Hapyllle-
HHS XONBOBI (9KBUHYCHAsI YCTAHOBKA CTOII, OTKJIOHEHHE
TYJOBMINA Ha3aa MPHU XOAb0e, YMEHBIICHNE TUCTAHIINN
HETIPEPBIBHOI XOObOBI) OTMEUAIUCh B Bo3pacte 1—2 et
y manyeHToB 1 u 5. Y 2 nereii MOTOpHBIE CUMIITOMBI B BUIIE
CHIDKEHMS TOJIEPAHTHOCTU K (PU3MUECKON aKTUBHOCTH,
YaCTBIX IMAJACHUI IIPU XOIb0€, CJIOXKHOCTH TP MOTBEME I10
JIECTHUIIC, NU3MEHEHMS IATTePHOB OeTa, IOSIBICHUS MUO-
IMaTUYECKUX IIPUEMOB IIPX CMEHE ITOJI0XEHMS Tela ObLIN
3aMEUYEeHBl POIUTEIIMU B Bo3pacTte 5 JeT 9 Mec 1 7 JieT
(maumeHThI 3 1 4 COOTBETCTBEHHO).

¥ manyenTa 2, HabII0gaeMOro BpauyoM-NH(MEKIIMOHN-
CTOM C POXAEHHUS I10 MTOBOAY NEPUHATAIIbHOIO KOHTaKTa
Mo WH(EKINHU, BRI3BAHHON BUPYCOM MMMYHOIeMUIIUTA
YeJI0BeKa, B Bo3pacTe 3 Mec ObUIO BEHISIBIICHO ITOBBIIICHUE
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YPOBHSI TpaHCaMMHA3 (aJJaHMHAMUHOTpaHCc(epasbl, acrap-
TaraMrHOTpacdepasbl) B KpoBU. PebeHOK Oostee roma Haoo-
JTAJICSI TIO TIOBOMY TelaThTa HesICHON STHOJIOTMH, TUarHO3
MJ11, 6611 yeraHoBIIeH B Bo3pacTe 1 roga 6 mec. I[ToBbiieHne
YPOBHSI TpaHCaMMHA3 (aJTaHMHAMUHOTpaHCc(epasbl, acrap-
TaTaMUHOTpacdepasbl) y HalpeHTa 6 IBUIOCH CIydaiiHOM
HaxoAKOM Mpy 00C/IEA0BaHUU 10 MOBOAY IPEAIoaracMoit
aJUIepruueckoi peakny (HaIudue KOTOPOil Io3xKe He o/~
TBepauiock) B Bospacte 3 siet 10 mec. JAnarnos MJI/1 y Mab-
YyiKa ObIJT yCTAaHOBJICH Uepe3 5 Mec, B Bo3pacte 4 JieT 3 Mec.

PeTpocnieKTMBHO yCTaHOBJIEHO, YTO IIepBasi OLICHKA
ypoBHs kpearrHbochokmHazsl (KDOK) mocne qmarHocTu-
KA MOTOPHBIX CUMIITOMOB Y ITALIMEHTOB ObLIa IIPOBEICHA
B mepuon ot 10 mec mo 1 roma 10 mec (mammeHTH 3, 4, 5).
I1pu obcnemoBaHnH eTei MO ITOBOAY ITOBBILLICHUSI KOHLIEH-
Tpauuu TpaHcaMrHa3 ypoeHb KMK ObLT ompeiesieH B re-
puog ot 2 mec 10 1 roga 3 mec (maumeHTsI 2, 6). Toabko
y 1 Manpumka (marmeHT 1) ypoBeHb K@K ObLT ol1eHEeH cpa-
3y TTOCJIe TIEPBUYHOM KOHCY/IBTAIINH JETCKOTO Kapauosiora.

ITonpobHas xapakTepuCcTUKa ONMChIBa€MbIX TTallMeH-
TOB IIpeACTaBIcHA B TA0JIUIIC.

Kak BuaHO 13 TabaUlIbl, Y MIOJOBUHEI AeTeil He ObLI
BbIpaXXeH XapaKTepHbIN 1Jis 3a00JieBaHUSI CUMITOM —
TICeBIOTUTICPTPOMUS MBIIIII, B TOM YKCJIC MBIIIII TOJICHEH
(matmeHTsI 2, 3 u 4). Bo3aMOXHO, TaHHOE 00CTOSITETLCTBO
CBSI3aHO C KOHCTUTYIIMOHAJIBHBIMUA OCOOCHHOCTSIMM WITA
BO3pacTOM: y 2 MaJIbUMKOB C paHHei aMOyJIaTOpHOI cTa-
nueit 3aboseBaHMs Macca TeJia Oblla HUXKe T10JIOBO3PacT-
HOI HOpMBI (mateHTHI 3 1 4). B Takmx ciayJasx BUguMoe
OTCYTCTBHE TaKOTO ITATOTHOMOHWYHOTO CUMIITOMA 3a00-
JIEBaHMSI, KaK IICEBIOTUIICPTPOMMS MBIIIII TOJICHEH, YBe-
JIMIMBACT CPOKM YCTAHOBJICHUSI TOYHOTO TMArHO3a.

Takum obpaszom, miepron «0e3 guar{osa» (Bpems OT
ITOSIBJICHUST KIIMHUYECKNX CUMIITOMOB JI0 YCTAaHOBJICHUSI
IMarHo3a) y MallMeHTOB 3HAYMTEIbHO BapbUpOBal (CM.
tabnuiy). Toabko y 1 pebeHka (mauueHT 6) AuarHo3 Be-
pudULIMPOBaH Yepe3 5 Mec 0T 0OHAPYKEHUS IIEPBHIX CUM-
MTOMOB. Y OCTaJIbHBIX I€TE€! JAaHHBIU MEPUO 3aHSI IPU-
MepHO 1—2 roga (mauueHTtsl 2, 3 u 4). Y 2 ManbuuKoB
(mammeHTHI 1 ¥ 5) DO YCTAaHOBJICHMS OUArHO3a IIPOIILIO
OKOJIO 7 1 8 JIET COOTBETCTBEHHO, YTO 3HAYUTEIHLHO Orpa-
HUYMIIO BO3MOXHOCTb IPOJIJIEHUSI paHHENW aMOy1aTOpHOM
cragny 3a00JIeBaHMS ITIOCPEICTBOM Ha3HAYCHUS TepaIlii
(CUMITTOMATUYECKOM, MaTOreHEeTUIECKOIA).

I1pu obcnenoBaHUM aeTei B OTAeIeHUN HACIEeICTBEH-
HbIX 00JIe3He Meauko-reHeTu4ecKoro 1eHTpa HayuHo-
HCCIIEAOBATEIBCKOIO MHCTUTYTA MEIUITMHCKOM TeHETUKHU
®OI'BHY «Tomckuit HALIMOHAIBHBIN MCCIEI0BATESIbCKUI
MEOUIIMHCKUIMA LIEHTP» Y 2 MAThUYMKOB OTCYTCTBOBAJIN CHM-
NTOMBI JIOKAJIbHOM MBIIIIEYHOM C1a00CTU, OJHAKO ObLia
CHUXEHa TOJEPAHTHOCTh K XoabnOe (mauueHThl 2, 6).
Y 110JI0BMHBI IeTeit ObUIH BBISIBJICHBI IIPU3HAKA YMEPEHHO
BBIPAXKEHHOM CJIAOOCTHU MBIIII KOHEUHOCTEN (TTaLlMEeHTHI
1, 3,4). ¥ 1 pebeHka cimadoCTb MBI OblJIa TPy0O BBIpa-
2K€Ha B MBIIIIAX KOHEYHOCTEN, aKCUAJIbHOM MYCKYJIaType

(rmareHT S5). Y moJIOBMHBI MAIIMEHTOB C(POPMUPOBAHEI
rpyObIe IehOPMUPYIOITNE SKBUHYCHBIE KOHTPAKTYPHI CTOII,
TOJICHOCTOITHBIX CYCTaBOB (ITALIMEHTHI 1, 4, 5), y 2 3 HUX
OBLI! BBISIBJICHBI MHOTOYPOBHEBBIC KOHTPAKTYPHI CYCTaBOB
HIDKHUX KOHEYHOCTEH (IMallueHTHI 1, 5).

Bo BpeMs1 HaOn0EHUS 32 COCTOSIHUEM ITallMeHTOB
HaMU OIICHUBAJIOCH aKTyaJIbHOE COCTOSIHHUE CITOCOOHOCTH
K MePeABUKEHUIO C UCIIOIb30BAHUEM TECTa 6-MUHYTHOM
XonbObl Y 4 mereit (mauueHThl 2, 3, 4, 6). IIpoiineHHas
MaJIbYMKaMU TUCTaHLMS BapbupoBaia oT 147 mo 400 m.
VY 2 manueHToB Xoap0a He ObLiIa OIleHeHA BBUIY HATMYMS
yTpaThl aMOyJaTOPHOCTH (TaueHTsl 1, 5). Pe3ynabrarsl
TecTa KOPPEIMPYIOT CO CTETICHBIO BRIPAsKEHHOCTH CJIa00-
CTM MBI, HAJTUIMEM OPTOIEINYCCKUX OCIOXHECHUM
B BUIE KOHTPAKTYpP CYCTaBOB HIDKHMX KOHEUHOCTEH, CTa-
el 3a00J1eBaHuUsI.

[pu rocrivTamm3amy KIIMHITIECKAM IICUXOJIOTOM Ol1e-
HMBAJIOCh MHTEIUICKTYaJIbHOE Pa3BUTHUE ICTEH, B TOM YKCIIE
¢ mpuMeHeHneM Tecta Bekciepa: y 3 MaIbuMKOB MHTEJUICK-
TyaJbHOE pa3BUTHE COOTBETCTBOBAJIO BO3pPACTy (IAllMEH-
ToI 1, 3, 6), y 2 AMarHOCTMPOBAaHA YMCTBEHHAsI OTCTAJIOCTh
JIETKOI ¥ yMEPEHHOM cTeTTeH! (TMatueHTh 4 1 5). Y 1 pedeH-
Ka OlLIeHKa MHTEJUIEKTa He ObLIa IIPOBEeIeHA M3-3a BO3PACT-
HBIX 0COOEHHOCTEH (HaLMeHT 2, Bo3pacT 3 roaa 6 mec).

Tepamnuio TIFOKOKOPTUKOCTEPOUIAMH, a TAKXKE JieKap-
CTBEHHBIE IIpeTnapaThl IS IIPODUIaAKTUKY /JICYSHUS Kap-
JMTHOMMOIIATUH TOJIyYaeT OOJIbIIast 9acTh IMAIIMeHTOB (Ta-
uueHTsl 1, 3, 4, 6). ITauuenTt 2 (Bo3pact 3 roga 6 Mec) He
JIOCTUT YPOBHSI YCTOMYMBOIO Pa3BUTUS IBUTATEIBHBIX
HaBBIKOB, YTO SBJISIETCS IIPOTHBOITOKA3aHUEM IIJISI MHU-
LUAIN Tepalluy TJIIOKOKOPTUKOCTePOUIAMU;, BO3PaCT
pebeHKa 1 OTCYTCTBHE MPU3HAKOB KAPIMOMHUOIIATAN TAKXKE
CIIyXaT MIPUIMHAMM OTKa3a OT Ha3HAYCHUS IPOPUIaKTH-
yeckoi Tepanuu uHruoutopamu AIID, Gera-ampeHo-
6okatopamu (BospacT o 6 jer). [lanueHT 5 moydyaeT
[JIFOKOKOPTUKOCTEPOUIBl B CHMKEHHOM 03¢ COINIACHO
aKTyaJbHBIM KJIMHUYECKUM PEKOMEHIAIIMSIM; OH TaKXKe
ObLT HampaBJieH Ha 00Cc/ieA0BaHUE K Bpauy-KapauoJIory AJIst
BBIOOpA TEPAITUH C IEJIbI0 KapIUOIIPOTEKIINH.

3a nepuop 2022—2023 rr. BceM MalueHTaM Oblia peKo-
MEHIOBaHA ITaTOreHeTHIecKasl Teparnus: KasuMmepceeH (ma-
LIMEHTHI 1, 2), BuIToapceH (amueHT 3), roloaupceeH (ma-
LMEeHT 4), 3TeIUIMpCceH (IAlUeHT 5), atalypeH (MauueHT 6).
B Hacrosiee BpeMs 2 maleHTa IojIy4JaroT [IaTOTeHeTUIec-
KYI0 Tepanuio (mauueHTsl 3 u 6). JJInTe1bHOCTh HaToreHe-
TUYECKOI Teparuy y IaluueHTa 3 cocTapisieT 16 mec (Bui-
TOJIApCEH), Y MalueHTa 6 — 5 Mec (atanypeH). 3a nepuos,
HabmoneHua y 1-ro marmeHTa (mamueHT 3) oTMevaeTcst He-
0OJIbIIIOE CHIKEHHUE MBIIICYHON CHJIBI B BUIE YBETMUCHUS
KOJIMYECTBa MUOIATUYECKUX MPUEMOB IIPU IBIDKCHUSIX,
HeOOJIbIIIOTO CHIKEHMSI IUCTAaHIIMK IIPY TECTE 6-MMHYTHOM
XOIbOBL. Y 2-10 nauueHTa (mauueHT 6) IMHaMKMKa B IIoKa3a-
TEJISIX MOTOPHOM JIESITETIbHOCTH OTCYTCTBYET.

OcranpHbIM maneHTaMm (1, 2, 4, 5) THUIIUMPOBAHO
HayvaJio MaTOTeHETUIECKOM TepaItniu.
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06cyxxaeHune

Y IMaImeHTOB ¢ IMOATBEPKICHHBIM MOJIEKYJISIPHO-TEHE-
TUYECKMMM MeTogaMu auarHozoM MJIJI ripoBeneH aHamu3
Te4eHM 3a00JIeBaHUSI Y KITMHUIECCKIX CUMITTOMOB.

IMouTtu y Bcex meTeit, 3a MCKITIOYEHUEM OHOTO, OTME-
yajach 3alepKKa pa3sBUTHUS PEUYU, IIPU 3TOM 3amIepKKa
MOTOPHOTO Pa3BUTHSI ObUIA TOJIBKO Y 2 MAJTbUMKOB (TIAIIH-
eHtsrl 1 u 5). ng M1/ xapakTepHO HATNIe HEMOTOPHBIX
CHMIITOMOB, KOTOPBIC MOTYT IOSIBJISIThCS TaXKe paHbBIIe
JIBUTaTEIbHBIX HapylIeHuii. UMeHHO ¢ 3aaepKKoii peue-
BOTO Pa3BUTHSI, IPoOIeMaMu C IIPOU3HOIIEHNEM, TIOBE-
JIEHYECKUMHU HapylueHussMu aetu ¢ M1 unyt Ha mpuem
K TIeIMaTpy WU JIOTOTIeAY, IPYTUM CITeIIMAINCTaM, 3aTeM
IMO3IHEee, IMPU MOSBICHUU MOTOPHBIX CHMIITOMOB, —
K Hesposiory [6]. Kpome Toro, mpu MJI/] y nmaiiMeHTOB Ha-
OJIIOIAIOTCS SMOITMOHAIBHBIE U TIOBSICHYECKIE HAPYILICHUST:
paccTpoiicTBa ayThucTUYeckoro crekrpa (21 %), runepak-
TUBHOCTb (24 %), HapylleHue BHUMaHus (44 %), uHTepHa-
nmzauus (24 %) n akcrepHanu3anus (15 %) [17].

MoTopHBIE CUMIITOMBI Y 2 13 6 HaOII0gaeMBIX AL -
SHTOB ITOSIBIJIMCH B Bo3pacTte 1—2 JieT, ele y 2 aeTeit —
mociie 5 et (cM. Tabauiy). OTMedaeTcss ToIMMOpOU3M
KJIMHUYECKUX TIPOSIBICHUI: y ITOJOBUHBI MAIlCHTOB
(C pa3TMYHBIMM BapMaHTaMM MYTaIWii B TeHe TUCTpodu-
Ha) BHEIIIHE He ObLTa BBIpaXkKeHa IICEeBIOTUMIEPTPOdUs
MbI. OTCYTCTBUE YETKMX KOPPEISIINIA MEXIY TeHOTH-
noM 1 (peHOTUIIOM XapaKTepHO i 3aboneBanust M.
Tak, mpu aHanMM3e JaHHBIX O (PEHOTUITNYCCKUX TIPOSTBIIC-
HUSX MyTalluii B TeHe TUCTpOodrHA TTOKa3aHO, YTO OTHU
U Te Xe MyTalli¥ MOTYT PEaIM30BBIBATHCSI PA3TMIHBIMU
KJIMHUYECKUMU (peHoTUIaMH [3].

Henocrarounass HaCTOPOKEHHOCTD IIPU BBISIBJICHUN
HEOOBSICHUMOTO ITOBBIIICHUS YPOBHSI IIEYCHOYHBIX (pep-
MEHTOB B OTHOIIICHUY HAJIWYMs y MalMeHTa MBIIICYHOMN
IUCTPOGUH 3aTPyIHSIET YCTaHOBJIeHUEe auarHo3a MJIJI.
Pyrunnoe uccnenoBanue ypoHss KK He Bcerga mpoBo-
JIUTCS CBoeBpeMeHHO. Tak, 13 Hab11o1aeMbIX HaMu 6 ma-
LIMEHTOB TOJbKO 1 peGeHOK ObLI HalpaBJIEeH BpauyoM Ha
OMOXUMUYECKHUI aHAIN3 3TOT0 (hepMEeHTa ITOCJIE IIEPBUI-
HOU KOHCYJIbTALIN.

B psime nccienoBaHMii yCTaHOBJICHO, YTO ITPY HATMIWT
TUIIMYHBIX KJIIMHUYeCKUX nposiBiaeHuit MJ1/1 cpenHsist mpo-
IOJKUTEJIBHOCTh IeprUoda ¢ MOMEHTA BOZHMKHOBEHUS
3a00J1¢BaHMS (TIEPBBIX CUMIITOMOB) 10 YCTAHOBJICHUS M-
arHosa Bappupyer oT 1,6 10 2,5 rona [8, 24]. B Hamem
HaOJIIOIEHUH TTPOHOJKUTEIFHOCTD ITEPUOIA OT ITOSBIICHMS
IIePBBIX CUMIITOMOB J0 YCTAaHOBJICHMS TMAarHO3a BapbUpPy-
€T 3HAYUTEJbHO: OT 5 Mec J0 8 aeT. B HacTosee Bpemst
3HAYUTEJIBHO PACIIMPUINCHh BO3MOXHOCTH METOIOB MO-
JeKyJisipHou nuarHoctuku MJIJL; TeM He MeHee cpeIHUIA
BO3pacT YCTAaHOBJICHUSI MOJICKYJISIDHOTO AMAarHosa 3abo-
seBanus (mepuox 2008—2022 1) ocraeTcst 6e3 N3MEHEHU
u cocTtaBiser 6—8 et [4].

PanHee BeIsSIBICHME TTAIIMEHTOB U YCTAHOBJICHUE TOY-
HOTO JMarHo3a JaloT BO3MOXHOCTb ITOBBICUTE 3(D(eKTUB-

HocTb JiedeHrs1. Co3maHye TapreTHBIX IPerapaToB — JICKapCTB
HaIIpaBJICHHOTO IeHCTBYS (target — 11e/Ib, MUIIIEHB) IS Jie-
YEHUSI OIPEIeICHHBIX 3a00JIeBaHNI — SIBJISICTCS OMHUM
U3 MEePCIIEKTUBHBIX HaIlpaBJIeHUIA COBpeMeHHOM (papma-
Kosioruu. B HacTosiIee BpeMsl TSI JIeUeHUsI TAallMeHTOB
¢ MJ1/1 npuMeHsII0TCSI MpenapaThl TApreTHOM, MaToreHe-
TUYECKON TepaIiiy IIPU OIIPeaeICHHBIX MyTallHsIX, BBI3bI-
atommx MJIJI. bBénbinas yacTb 3TUX npemnapaToB B PO
ITIOKAa HE 3apeTUCTPUPOBAHEI.

3agaya MaTOreHETUYECKOM Tepallny 3aKJII09acTCs
B 3aMeJICHUHU IIPOrpeCcCUPOBaHMS 3a00I€BaHUS, IJIST TO-
ro 4yToObl IEpeBeCTU arpecCUBHO IpoTekarouryo MJIJI
B 00J1ee 10OpOKAYECTBEHHYIO 110 KJIMHUYECKUM MpPOsIBIIe-
HUSIM MuonrcTpoduio bekkepa, yIydImmTh Ka4eCTBO K13~
HU NALUEHTA.

OmHUM U3 TEepBBIX IIpernapaToB, HAIIPAaBICHHBIX Ha
IIPEOIOJICHNUE ITPEXIEBPEMEHHBIX CTOIT-KOIOHOB B CIIydae
HOHCEHC-MYyTalliii B TeHe NUCTpOoGHrHA, CTal aTaIypeH.
IIpennonaraemMblii MeXaHU3M JIEMCTBUS aTalypeHa OCHO-
BaH Ha MHTMOMPOBaHMHU (DAaKTOPOB TEPMUHAIIUK TPaHC-
JIsIUu 6enka nuctpoduHa, MPUBOASIIMX K ITIOJIHOM ocTa-
HOBKe cMHTe3a 0enka quctpoduHa [13, 22]. eiicTBys Ha
aTare TpaHCISIUMU Oejika B pubocoMe, aTallypeH IM03BO-
et cuuthiBaTh nHpopmaumio ¢ MPHK, u B pesynbrate,
HECMOTPS Ha HAJIMIKE IIPEXIEBPEMEHHOTO CTOIT-KOJIOHA,
obpasyeTcs GYHKIIMOHAJIBbHBIN IUCTPODUH. ATamypeH
ITOKAa3bIBAaeT XOPOIIUI IPOMIIIH 0€30IIACHOCTH, a TAKXKE
IIPOJIOHTUPYET MEePHOI aMOyJIaTOPHOCTH y ITallMEHTOB
1 coxpaHseT GpyHKiuo gerkux [16]. Cienyer OTMETUTD,
YTO Tepalus aTaJypeHOM BO3MOXHAa IS MAICHTOB
C HOHCEHC-MYTalMsIMHA B TeHe auctpoduHa. [1o maHHBIM
MOCJIEOHETO UCCACAOBAHMS, TAKE MyTallMA B POCCUMACKOM
MOMYJISILIUK COCTABJISIIOT 0KOJI0 12 % OT 0011ero yucia My-
tauuii reHa DMD [4]. CortacHO 3TOMY 3Ke MCCIICIOBaHUIO,
Jonis aeneuuii B reHe DM D, Hapylualolmx paMKy CUATbIBA-
HMSI, BbISIBJIEHHBIX 3a 2019—2022 rr, coctaBuia 35 % [4].
BaxxHoCTb onpeaeaeHus1 Aeaelnit 00ycaoBiIeHa BO3MOX-
HOCTBIO TIPOBEICHMS MaTOTEHETUUECKOM Tepaluu Ipu
HEKOTOPHBIX BapHaHTax nejelnii. B HacTosmee BpeMs
B Poccuu 1oCcTyITHO HeCKOJIBKO IIPenapaToB IUIsT 3K30H-
CKUIIIUHT-TEPaNn: KaCUMepCeH (3K30H 45), aTeImpceH
(3k30H 51), BuITONMapCeH U rosiogupceH (3k30H 53). Bee
Ipernaparhl 3TO TPYIIITHI ITPEACTARIISIOT IIETIOYKY aHTHCMBI-
CJIOBBIX HYKJICOTUIOB, KOTOPHIE CIEIIN(MUICCKH CBSI3bIBA-
1otcs ¢ npe-MPHK, nckimovalor coceqHuii ¢ aesielIMOHHbIM
YYaCTKOM 9K30H M BOCCTAHABJIMBAIOT OTKPBHITYIO PaMKy
cunThiBaHUsA. B pe3ynbrare nmpenapar-uHIyIUPOBAHHOTO
IIPOITycKa 9K30HA TPAHCIMPYETCs YCEUCHHBIN, HO TTOJIHO-
CcThl0 (PYHKUMOHANBHBIN Oenok auctpoduH [23, 25].
ITo pesynsraraMm caMoro IpoIOJKUTEIBHOTO, 4-JIeTHETO HC-
CJIeMOBaHUS Tpernapara 3TOil TPYIIIBl — BUJITOJIAPCEHA,
y TAIIMEHTOB 3HAYUTEILHO ITOBBIIIAETCS YPOBEHD THUCTPO-
(PUH-TTONOKUTETBHBIX MUOMDUOPUILI, YITyUIIAIOTCS ITOKa3a-
TeM (DYHKIMOHATBHBIX TECTOB, YTO BIIMSIET HA TIPOJIOHTALIIO
reprona aMOyJIaTOPHOCTH M KaueCTBO XXM3HU IMAIllMEeHTA.
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BwMmecte ¢ TeM mpenapaT mponeMOHCTPUPOBA YIOBJICTBOPH-
TeNIbHBII Tpod b 6e3omacHocTh. Bee 3apernctpupoBaHHBIC
HexXeJlaTe/IbHbIE SIBJIeHNsI ObLUIU CPeaHEe UIn JIETKOM CTere-
HM TSTKECTU 1 He TIOTPeOOBaIM OTMEHBI Tepaliiy WM CHH-
XKeHus 103bl. Cepbe3HBIX HEXeIAaTeIbHBIX SIBICHUN WA
CJIy4aeB JICTAJIGHOTO McXoaa Ha (hoHE Teparnuy 3aperucTpy-
poBaHO He ObU10. B TeueHue 3Toro uccieaoBaHus HYA OIUH
pebeHOK He yTpaTiit ambyinatopHocTd [9—11, 19].

CaMoli «MOJIOHO» Ha CETOMHSIIHNUI OCHD SIBJISICTCS
TeHHas Tepamnusi, omo0peHHAasI aMepUKAHCKIM PEryJIsiTO-
pom FDA (Food and Drug Administration), 6iaromapst
KOTOpPOi1 B OpraHn3Me MalieHTa CHHTE3UPYETCST 9K30TeH-
HbI MUKponucTpoduH [25]. CBoiicTBa IIpenapara TaKOBHI,
YTO OH ITOIXOMUT IIOYTH IPH Beex MyTaumsix. M3-3a orpa-
HUYEHUI pa3Mepa BCTaBKH B alleHOACCOIIMMPOBAHHOM
BEKTOPE HE MOXKET MCITOJIb30BaThCs ITOJTHOPA3ZMEPHBIN
nucTpoduH (TeH IUCTpodHA — OTUH M3 CAMBIX OOJIBIINX,
CcoCTOUT U3 79 3K30HOB). MUKpOAMCTPOGIH TOKEH CO-
XpaHSITh OONBIIMHCTBO (DYHKIMI AUCTPO(PUHA, OTHAKO
eMy elle MPeACTOUT MPOAEMOHCTPUPOBATh 3P PHEKTUB-
HOCTb B peajlbHOI KIMHUYECKOM MpakTuke. B cuiy Ho-
BU3HBI HE BCE UCCIICAOBAHMS €Il 3aBEPIIICHBI, a PE3YJIb-
TaThl IIPOBEACHHBIX NCCICIOBAHUI IIPOTUBOPEYMBEL. TaK,
B OMTHOM U3 HCCJICIOBaHUI 3TOTO IIperapaTa He OTMEYEHO
VIIy4IIEHUS Pe3yNnbTaToB (PYHKIIMOHAIBHBIX TeCcTOB [20],
XOTSI B ITOCJICAYIOIIEM OBLJIO BBISIBIICHO YAYUYIICHHUE II0
naHHbIM TecTa «CeBepHasi 3Be30a» [21]. CieayeT OTMETHUTD,
YTO OHOOPEHUE IIperapaT MUKPOIUCTPOMIHA IOy Ha

1. Apxunosa E.H. [TopaxeHus cepalia Mpyu HEPBHO-MBILLIEYHBIX
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cal University 2016;3:23—9. (In Russ.). DOI: 10.24075/
brsmu.2016-03-03

ocHoBaHMM 3aBepiieHHOM 11 a3bl KIMMHUYECKUX ncce-
JIoBaHMI. B HacTosIee BpeMs IpOI0JIKASTCS MCCIIea0Ba-
HUe€ Tpenapara C LeJIblo IIOATBEPKAEHMS €ro 6e30IacHo-
¢t U 3(PPEeKTUBHOCTH.

BbiBOADI

Hab6monenue nameHtoB ¢ M/1/1 ¢ peTpocrieKTUBHOM
OLICHKO TeueHUsI 3a00JIeBaHMS TTO3BOJIMIIO YCTAHOBUTD,
YTO BUIUMOE OTCYTCTBHE Y IETEI TAKOTO TaTOTHOMOHNY-
HOTO CHMIITOMA 3a00JIeBaHUs, KaK IICEBIOTUIIEPTPOGUS
MBIIIII TOJIEHEH, YBeIMYNBAET CPOKU YCTAHOBJICHHUS TOU-
HOTO ArarHo3a. B 00IbIIMHCTBE CIy4aeB HE OLIEHMBAETCS
ypoBeHb KPK mpu nmosiBIeHUM CUMITTOMOB MUOITATUH,
YTO 3HAYUTEIBHO OCJIOXHSIET JUATHOCTHYECKUM MTOUCK
U CYIIECTBEHHO 3aIepKMBACT YCTAHOBJICHUE TOYHOTO T~
arHo3a M, €CJIM BO3MOXHO, MHUIIMALIMIO TTaTOreHETUIe-
ckoit tepanuu. Eciu y pebeHKa ecTh J1100ble MOTOPHbBIE
CHMIITOMBI, XapaKTepPHBIE IS MBIIIICYHON CIIa00CTH, HO
OTCYTCTBYET XapaKTepHBII (heHOTHI (IICEBIOTUIICPTPOGIS
MBIIIII, B TOM YKCJIC MBIIIIII TOJICHEI), TIpYA TTIEPBOM BU3H-
Te y J1000ro Bpada (0COOEHHO HEBPOJIOTa M OPTOIIEeIa)
MMaIMeHTy, 0COOEHHO MYXKCKOTO I10J1a, HEOOXOIUMO PEKO-
MEHIOBaTh IIPOBeaecHUE HccaenoBaHusl ypoBHsI KOK
B KPOBHU.

PaHHee BbISIBICHUE W JIEUCHUE TAIOT BO3MOXHOCTD
MMaleHTaM MPOIIUTD IIepHOa aMOyIaTOPHOM CTaIuu, T10-
JIyYUTHh MATOTEHETHYECKYIO, a B HEIaJeKOM OymyIiemM —
TeHHYIO Tepanuio, YIy4IIUTh Ka9eCTBO KM3HM.
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