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B pacTosledi MHCTPYKIHM IO TNPUMEHEHHIO (namee — MHCTPYKLMS)
W37I0KEH MeTOJ AWArHOCTHUKHU IMEPBUYHBIX [OpaKEHUH MBI, CIIMHAJBHOM
MBIIIIEYHOH aTpOMUH U POJICTBEHHBIX CHH/IPOMOB, HacJIeICTBEHHOW MOTOPHOHU 1
CEHCOPHON HEBPOINATHH, OoJie3Hell HaKOIUIEHMs TJIMKOIreHa, OCHOBaAHHBIN Ha
CTPYKTYPUPOBAHHOM  aHAJIM3C KIMHUYECKON  KApTHHBI, COIYTCTBYFOIIEH
COMAaTHUYECKOM NaTOJIOIUH, 11a6opaTopHO-HEHPOPU3NOTOTHICCKHIX
rmokasaresix, IMpuBe/eHa OCJIEIOBATEIILHOCTh ~ BBIIOJIHEHH  PasIMIHbIX
METOJOB  MEJUKO-TeHETHIECKOro TeCTHpoBaHus ¢ LCTIBIO TOBBIIIEHHUS
5((PEeKTHBHOCTH U COKPALIECHUS CPOKOB IMArHOCTUKK 3a00JI€BaHUs.

MeTon, W3IOKEHHBIH B HACTOALIEH MHCTPYKIMH, npenHasHayeH il
Bpauei-HEBPOJIOT OB, WHEBIX Bpauei-CIeIMaJIiCTOB opraHu3aLui
3[paBOOXPAHCHHSA, OKa3bIBAIOIMX ~MEAUIMHCKYIO MOMOIIIb MalueHTaM ¢

HepBHO-MBIH_Ie‘—IHbIMI/I 3200JIeBaHUSIMU.

TTOKA3AHUA K ITPUMEHEHHNIO

[TpeamnosaraeMbli T1arHo3 HHM3 B coorBetctBur MKb 10 nipu yciioBuu
corachsi  TanuMeHTa  (3aKOHHBIX — IpeJCTaBUTe]ed) — Ha najgpHeuIee
06cIieJOBaHUE, HAMIPABIEHHOE Ha YTOYHEHNUE AUArHO3a.

G 71.0 TlepBuuHBIE IOPKEHUS MBILLILL
Gl12 CMA u poicTBEHHbIC CUHAPOMBI
G 60.0 HacnencTBeHHass MOTOpHAast M CEHCOpHast HEBpONATHS

E 74.0 DBoje3Hyd HaKOILUIEHU INIMKOreHa



CITMCOK COKPAIIEHWIA

ACT — ACHapTaTéMI/IHOTpaHC(i)epaSa.

BII — bonesns [owmrre.

30T — 3aMecTUTeNbHAs SH3UMOTEPAIIHSL.

KAT — Kucnas ansda-rmoko3unasa.

KIIM/I — KoHe4YHOCTHO-TIOsICHAS MEIIIeYHAast IUCTPODHUS.
K®K — Kpearundochoxnnasa.

JUIT — JlakraraeruaporeHasa.

MBII — Mnanenueckas 6omne3ns [lome.

M/ — Mpenneunas quctpodus.

MJIJT — Mpemmeunas nuctpodwus diomeHHa.

MKb — MexnyHaponHas cTaTUCTHYECKas KIaCCH(PUKAIWS

Oosie3Hel U mpobiieM, CBSI3aHHEBIX CO 3M0POBBEM.

HMCII — HacnencTBenHbIE MOTOCEHCOPHBIE ITOJIUHEBPOIIATHH.
HM3 — HepBHOo-MBIIIIEYHEIE 3a00/1€BaHUS.

HHM3 — HacnexncTBennsie HepBHO-MEBIIIEYHEIE 3a00I€BaHUS.
[IM/1 — Ilporpeccupyrolye MBIIIEYHBIE TUCTPO(GUH.

OHMI! — DnekTpoHeitpoMuorpadusi.

OMTI — Onextpomuorpadus.

DBS — Cyxue nmsTHa KPOBH.

CMA — CnuHaibHas MBIIIEYHAS aTPOQUSL.

KMC — KonrenuranbHeiit MuacTeHHYECKUH CHHIPOM.

MLPA — MyneTuniekcHas aMIutuGUKauy JIMTMPOBAHHBIX 30HIOB.



ITPOTUBOIIOKA3AHIMS IS IIPUMEHEHU S

1. HpOTI/IBOHOKaBaHI/IH, COOTBCTCTBEHHO TAaKOBBIM JJI1 MEOUIIMHCKOTI'O
ITPUMCHCHHUSI MECOUITHHCKHUX HB,ZLGHHP’I, H606XOI[I/IMBIX Il peaihu3aliiuyd MeToaa,
H3JIOXKCHHOTO B HaCTOHIHefI HHCTPYKIIHUH.

2. Hecormacue MmanueHTa HWJIH 3aKOHHBIX HpeHCTaBHTeHeﬁ Ha

o0cilefoBaHue.

ITEPEUEHDb HEObXOJMMBbIX MEIUITMHCKIX N3 IEJINN,
PEAKTHBOB, JIEKAPCTBEHHBIX CPEJICTB U T /1.

1. HeBponoruueckuit MOJIOTOK.

2. Anmapar Ajs yIbTPa3sByKOBOM JUArHOCTUKH.

3. OnextpoHelipomuorpad.

4. Cnupomerp.

5. Ilynecokcumerp.

6. MenuuuHCKEE U3NENMS, COOTBETCTBYIOIIME TAKOBBIM IS
OIIPENEIICHUSI:

-ypoBHs KOK B nepudepuueckoit kposu;

-ypoBHs KAT'.

s MenunuHackoe — o0opymoBaHWe IS nposeneHuss  MLPA,

CEKBEHHUPOBAHUS HOBOTO TTOKOJICHHUS.
OIIMCAHUWE TEXHOJIOTMU UCITOJIb3OBAHM S METO/JA

1. AJITOPUTM JIMATHOCTUKMU [TAITMEHTOB C ITEPBIUHBLIM
TTOPAXXEHWEM MBI (HACJIEACTBEHHOM MUOTIATUN)



1.1. HacrmencrTeeHHBle MMONATHH — 3TO  TeTepOreHHAs rpynna
3a0oneBaHul,  OOyClOBJNEHHAs  ayTOCOMHO-JOMHHAHTHEIH,  ayTOCOMHO-
PeLECCUBHBIM U X-CIEIUIEHHBIM THIIOM OOCJTEIOBAHWS, MPOSBIISIOMASCS
IPOTPECCUPYIOIIEH ~ MBIMIEYHONH  CIAa0OCTBIO  BCIICJCTBHE  MEPBUYHOTO
IIOPa’KEeHUST MEIIIIII,

1.1.1. Jlnarnos  HACNEJCTBEHHOM  MHUONATHHM  YCTAHABIMBAIOT  HA
OCHOBAHUU: aHaMHe3a  (Ku3HH,  3a00JeBaHUI, HACJIEICTBEHHOTO);
HEBPOJIOTHYECKOT'0 OCMOTpa (XapaKTepeH MPOKCHMANILHBIN W/WIH [THCTAILHBIN
NaTTePH MBIIIEYHOU CIa00CTH, TMIIOTOHHS, COXPAHHOCTE ITyGOKUX pedIIeKCOB
NpU  OTCYTCTBHM aTPO(uii) C yCTAaHOBIEGHHEM KJIHHWUYECKOIO BapHaHTA
3aboneBanus (1. 1.2); onpenenerus KOK B kpoH (NMOBBIIEHHENH B 10-70 pas
WIM B PEAKHMX CIydasx HOPMalbHEIA ypoBeHb K®K B Kkposn);
BIIEKTPOMHOIPAQUH (IIEPBHYHO-MEIIICUHEIH YPOBEHE MOPAKEHHS).

1.2. Jlng ycTaHOBNEHHS KIHHHYECKOTO BapHaHTA HACIIEACTBEHHOMN
MHOIIATHH OIEHUBAIOT XapaKTep paclpeiesieHHs MBIIIeYHOl claboCTH u
comyTeTByronmx 3abonepanuii (Ilpunoxenue A):

1.2.1.TIpokcuManbHeIf  THI  paclpefeNieHHs MEIIICYHOH — craGocTH
HabmonawoT npu ITKMJT 2A, 2B, 2D, 2E, 2C, 2F, 2G, 2H, 21, 2J, 2K, 2L, 2M,
2N, 20, 2P, 2Q, 28, 2T, 2U, 2Z, COL6A2, LAMA2, POMGNT2, POPDCI,
muopucTpopuu:  Omepu-[pelidyca, lromenna-bexkepa, HEMAIHHOBOI
MUOIIATHH, HEHTPOHYKICAPHON Muonatuu, 6one3nu Jlanona, 6onesnu Ilomre,
MHOTOHHYECKOH AUCTpoduH 2 THNa, JHIe-IIeYe-TONaTouHON JUCTpOdHH,
BpOXCIeHHEIX MuonaTtusax (LAMA2, COL6A1, COL6A2, COL6A3, POMTI,
POMT?2).

1.2.2. JlucraneHeIi  THIO — pacmpefeNieHHs  MBIIIEYHOH  cIaboCTH
HAOMIOZAlOT mpu  GONESHH LEHTPATBHOTO CTepIKHS, MHOPHOPUILIAPHOH
MUOIIATHH, MHOTOHHUYECKOH Jucrpoduu 1 THIA, OUCTATHHOH MHUONATHH

nosaHero B3pocioro 1 Tuma (Bemanzepa), pamned B3pocioif AUCTANBHOlM



muonatiy 1 tuna (HoHaka), paHHEe#H B3pOoCiIof AMCTaIbHONM MHUONIATUH 2 TUIIA
(Muomm), paHHEH B3pOCHON mUCTANbHONW Muomatuu Tumna 3 (JIaitara),
OKyJI0(QapUHIOIUCTAIIBHON MHOIATHH, MaIoOEPIIOBOM MHONATHH, JUCTAIHHOMN
HeOyIMHOBON MuoONaruy, Muomm-nogo6HoW MuomaTuy, GobHIeOepIIoBOH
MUOIIATUHU, MUONIaTuu ¢ OoJie3Hbro [lemkeTa, rmuKorenose 3 Tura.

1.2.3. AciMMMETpUYHBIH THUI paclpeneiacHuss MBIIIEYHONH ciiabocTn
HaOMIONaloT TpH OUCTAIBHONW MHONATHM (aTMIMYHONM MuomaTud Muomu,
MHOIIATUH €O cIabOCThIO roJIocoBEIX CBsa30k (Matrin3), ITIKM/T 1C, 2A, 2B, 21,
2L, nmunue-mieye-nonaTouyHoi auctpodun, cuaapome McLeod.

1.2.4.1IpeumyiiecTBEHHOE BOBJICUCHUE JINLIEBON MYCKYJIaTyPEI:

1.2.4.1. Hamuume mnTo3a 06e3 odranmbMomape3a HaOMOAIOT IIpH
BPOJKIEHHBIX MUOINATUAX, HEMAIMHOBBIX MHUOMATHUAX, O0JE3HH LEHTPaIbHOTO

CTCPIXKHA, JE€CMHHOBOM MHOIIaTHH, MUOTOHHYCCKUX IIPICTpO(l)I/IHX.

1.2.4.2. Hanuumne nTo3a c odtampmonape3oM HaOMIOZAIOT —IIPH
MUTOXOHAPHAATIBHOMN MUOTIATUHA (HapyxHOM IIPOrPECCUPYIOLIEN
obtanemorierny, Cunmpome Kepuca — Celipa), okynodapuHreanbHoi u

OKyJ0(hapUHTOTUCTaTBHOM MUOIIATHH.

1.2.4.3. Maxpormocuio HabJIroHaroT pu AMUJIOUTHOM
MHUTOXOHApHAJIbHOW Muonatuu, mMuomuctpodum romenna-bekkepa, TTKM/]
21, cunnpome bexBura-Bunemana, 6oesus [Tomie (Mnanendeckas Gpopma).

1.2.5.1IpenMy1miecTBEHHOE BOBJIEUCHIE MBIIII TYJIOBHIIA:

1.2.5.1. IIneye-nonaToyHyo JIOKIM3AIUIO MBEIIIEYHOM ci1abocTH
HaOMOJaIoT MpH: JOeQUIuTe KUCIOW MajbTasbl, OOJIE3HH IEHTPaIbHOIO
CTepxHs, Muomuctpodpun Owmepu-Ipetidyca, ule-IUIede-I0NaTOYHON U
mieye-nonaroytoil nucrpoduu, IIKMJ] 2A (xanpnaunHonaTust, perorun Dpba-
Pora), 2C-F (capkormukanomnarun), 21 (FKRP), HeMaIMHOBEIX MUOMATHUSIX.

12352, Cnaboctp MbIII Iied HaAOMIOMAIOT IIPU: H30JIMPOBAHHOM

muonartun pasrudareneit meu (INEM), nebunure xapuurunpa, nune-riede-



JIONIATOYHON  NHUCTPO(HM, MHOTOHMYECKOM  JUCTPOQHUH,  BPOXKIEHHBIX
MHUOIATHSIX.

1.2.33, CnabocTh MapaCNMHAIBHBIX MBI HAaOMIONAIOT — TIPU:
IIKM/A2A, 2B, nuctpoduueckoid MuoToHuH, McLeod, ckamysonepoHeaabHOM
Juctpoduu, neduuuTe MaibTaskl, AeDUIUTE KAPHUTHHA, HEMAJIMHOBEIX
MUOITIATUIX, O0JIE3HH HOMH¢.

1.2.6. IIpenMyIieCTBEHHOE BOBJICYEHUE MBIIIL] KOHEUYHOCTEH

1.2.6.1.  BobiedeHwe DpPEeUMYILIECTBEHHO BEpXHUX KOHEUHOCTEU
HaOmonatoT mnpu: [oBepc-Jlefinra npuctpoduu, HeOYJIMHOBOM MHOIATHHY,
OKyJI0apUHTOIUCTATEHON MHUOIIATHH.

1.2.6.2.  BopieueHHe NOPEUMYIIECTBEHHO HIXHUX KOHEUHOCTEU
HabmoaoT npu: muoauctpodun bekkepa, [IKM/I 1B,1D,2A,2C,2B,2H,21,2L,
IIKMJI 2A (xampmamnonatusi, penorun Jleiinena—Mebuyca) muoauctpoduu
Omepu-/pelidyca; muonaruu betiema, BpoXxIeHHON MBIIIIEUHON AUCTPODUH ¢
THIEPTPO (U MBIIIIII.

1.2.7.HapyieHnue cepAedHoro purma (apuTMUM) HaONIOAAIOT MpH:
cuapoMme AmnnepceHa-Tasuia, cunzapome Képuca — Céiipa, MBIIIEUHBIX
JUCTpOUIX (MHOTOHMUECKOH, KOHEUHOCTHO-TOsICHEIX 1B, 2C-F, 2G, Dmepu-
Apeiidpyca).

1.2.8.I'uneptpoduueckyro KapJUOMHUOIIATUIO HAOIIOMAIOT MpHU: OO0JIe3Hb
Hanona (LAMP2-kapauomMuonarus), MbIeuyHod guctpodun JlromeHHa-
bekkepa, Owmepu-/petipyca; nucrtanpHoi wmumomaruu (MYH7, FHLI),
rimkoreHose 2(6osesns I[lomre),3,5 THUIIOB;

1.2.9. luyaTallMOHHY0 KapAUOMHONIATHIO HAOIIOJAIOT MPHU: MBIIIEUHEIX
muctpopuax - IIKMJI 1B, 2C-F, 2G, muoronudeckoit, [rorrenna-bekkepa,
BpoxxaeHHo# (FKRP).

1.2.10. JlpIxaTenbHBIe HapyIIeHUs HaOIIOMAIOT IPHU: MBIIIEYHBIX

muctpodpusax (romenna-bekkepa, BpoxaenHoi, Omepu-lpeiidyca, [TKM/I



2A, 2I, MHMOTOHMYECKOH, OKyJIO(papUHIONUCTAIBHON), MUOPUOPUIIIIPHON
MHUOIATHH; MUTOXOHAPUAILHONH Muonatuu (Iporpeccupyrolias Hapys>KHas
oranbmorierus; cuaapom JIn); Bpo>kIeHHONH MHONATHH (LI€HTPOHYKIIEapHO,
HEMaJIMHOBAas), MeTaboJMuecKod Muomnatuu (IeUIUT KUCIOW MajbTaskl,
6omne3ub [lomrte, rukoreHos 3 Tuma).

1.3. Jluarsos HacieCTBEHHONM MHUOIIATHH MOATBEPXKIAIOT HA OCHOBAaHUHU
MeIuKO-TeHeTrnueckoro uccnenoanus (IIpunoxenue b).

1.3.1.Ilpu nomozpeHun Ha puctpoduro [lromenHa-bekkepa (MJ//JD)
BEINOJIHSIIOT ompeneneHre ypoBHss KOK B KpoBH, B cilydae €ro IOBBIIIEHUS
IIPOBOJST IIOMCK KPYIHBIX Jenenuil/mymnukanuii B rene DMD meronom
MYJIBTUIUIEKCHOM aMIUIM(pUKAINN JUTUPOBaHHEIX 30HA0B (MLPA). Ilpu
orcyTrcTBUM B reHe DMD KpynHBEIX HaTOIE€HHBIX [IEPECTPOEK BBIIOJHSIIOT
IIOMCK TOYEYHBIX MyTanuii B rene DMD npennodTurensHoO ¢ UCIOJIB30BaHUEM
TEXHOJIOTHH BBICOKOIIPOU3BOAUTEIRHOTO cekBeHupoBaHus (NGS).

1.3.2.1lpy HauuuM KIMHUYECKUX MpU3HAKOB Oosesnu Ilomme
OIPENEISIOT aKTUBHOCTE KUCIIOHM 0O-ITIIOKO3WJA3bl B CYXUX B IISITHAX KPOBHU C
nomotiero TMC. OTpuniaTenbHblil pe3yabTaT TECTa ¢ BEICOKOH BEPOSTHOCTLIO
CBUIETEJILCTBYET 00 OTCYTCTBUU OOJIe3HH, a IIOJIOKUTENBHBIH Tpeldyer
JOIIOJIHUTENIBHON MpoBepKHU. [Ipy MOI0XKUTEITFHOM/COMHUTENEHOM pPE3yJIbTaTe
(epMEHTHOrO TecTa MPOBOJST MOATBEPKIAIOIIHNE TECTEL: (IIFOOPUMETPUUECKOE
OlIpelleJIeHNe aKTUBHOCTU (pepMeHTa B TUM(OUUTAX KPOBU C UCIIOIB30BAaHUEM
akap0o3bl, TOMCK MyTanuil B rene GAA, onpenesieHre akTUBHOCTH (DEpMEHTa B
¢ubpobmacrax Koxu, Omonrtare Mpimm. llomck Mmyrtauuit B reHe GAA y
IIAlMEHTOB eBpolelickoro npoucxoxnenus ¢ BIIIH nenecoobpazHo HauMHATE
¢ gerekuuu wMyTtamui c¢.[032013T>G, ¢.2481+102 2646+31del, c.525del,
c¢.307T>G, ¢.1933 G>A, ¢.1655T>C. Ilpu MBII - c¢ c.525del,
c.2481+102_2646+31del, c.2237G>A, ¢.2560C>T, c.1933G>A.



ITpu BBIABICHUY 2 NATOr€HHBIX BApHAHTOB B TCHE GAA B roMO3UTOTHOM
COCTOSIHWY Y MAIMEHTA CO CHIDKCHHOM aKTMBHOCTBIO KHCJIOH 0-TJIFOKO3UAA3BI
nuargo3 BIT MOXKHO CYHTATH MOATBEpPXKICHHBIM. IIpy BHIABICHMA MyTalui B
KOMITAYHIHOM T€TEPO3NIOTHOM COCTOSHHM HEOOXOAMMO TECTHPOBAHKME Ha
HaJIW4yhe 5TUX BApHAHTOB POAUTENCH MalMeHTa C IeJIbI0 ONPEeAETICHUS uc-
WM TPAHCIOJIOXKEHUSI T1ap TeTepPO3UTOTHEIX MyTamui. OOHapyxKeHue IBYX
BApMAHTOB y OJHOTO W3 PONUTENEH CBHUIETENBCTBYET O TOM, YTO MYyTalUK
HAXOMAATCSI B IIMCIIONIOKEHUH U He MOTyT OBITh IpUYMHON 3a6oseBanus. [lpu
OTCYTCTBMM MyTalldi Yy OJHOTO U3 pOJMTENeld HEOOXOAUMO YTOUHHUTH
OMOJIOTHYECKOE POJACTBO. BBIABICHHE BapHaHTOB C  HEONpPEICICHHOM
KJIMHUYECKONA 3HAYMMOCTBIO O3HAYaeT HEeOOXOAMMOCTL JOIOJHUTEIBHOIO
u3ydeHusl akTuBHOCTH (epMmeHTa B GuOpobIacTax KoKW, OuomTare MBI C
1171610 TIOATBEPIKASHUS TaTOT€HHOCTY OOHApy )KEHHBIX BAPUAHTOB.

1.3.3.Ilpu  deHoTHIIE MHOTOHHYECKOH OUCTPOQUH  ONPEHENIIOT
xommgectBa CTG moBTopoB B 3’ -Hekomupyemoit o6iaacta resra DMPK u CCTG
nosTopoB B uHTpoHe 1 rena CNBP (ZNF9) meTomom ()parMeHTHOro aHalu3a
(TILIP anuuHEIX GparMeHTOB, Kiaccudeckas TP, Tpexnpativeprast TIIP).

1.3.4.B ciyuasx, KOTJa IPEANOJOXUTh JUArHo3  KOHKPETHOH
HO30JIOTHYECcKO# (hOpMBI He NPENCTABIIETCS BO3MOXHBIM, OIHAKO, (DEHOTHII
aIFeHTa COOTBETCTBYIOT ompenenennoi rpymme HHM3, nanpumep, IIKM,
BEINIOJIHSIIOT ~ TAapreTHOE  BHICOKOIIPOM3BOJMTENBHOE  CEKBEHUPOBAaHHE  C
HCIT0JIb30BAHUEM I'€HHBIX IIaHEJEH.

ITanmuentam C KJIMHUUYECKUMU MIPOSIBIIEHUSIMU HHM3, He
COOTBETCTBYIOIMUX crenubuueckomy GeHoTuiry onpenenenHoro HHM3 6o
TPYIIIEL HHM3, nnéﬂnpy}oT CEKBEHUPOBAHUE 3K30Ma U/ UIu
MUTOXOHIPUAIBHOIO T€HOMA.

Ilpy HEBO3MOXKHOCTU HIEHTH(HUIMPOBATh MHAaTOTEHHEIH BapuaHT(bl),

KOTOPEI(BIE) C y4YeToM KIMHUYECKUX MPOSBJIEHWN y TIAIUeHTa, MOXHO



paccMaTpuBaTh Kak NPUYMHY 3a00JIeBaHUs, B KauyeCTBE 3aKIFOYUTEILHOIO
sTama JUArHOCTUYECKOTO IMOMCKA pacCMaTpUBAIOT CEKBEHHMpOBaHHE reHoma. B
CIIyYasX, KOTJa B pe3yjbTaTe NPHUMEHEHUs BCEro KOMILIeKCca THarHOCTHUECKUX
MOJIEKYJIIPHO-TEHETHUSCKHUX McclejoBanui, quarno3 HHM3 monreepaute He
yIaJI0Ch ITPOBOJIAT IIOBTOPHOE HCCIlefoBanue GeHoTHIIa rarnueHTa. IIoBTopHEIH
QHAIN3 JAHHBEIX CEKBEHWPOBAaHUS TI€HOMa IeJIeCOO0pasHO BBIMOIHATE C

uHTepBasioM B oauH rof (IIpunoxenue A).

2. AITOPUTM JIUATHOCTHUKU ITAITMEHTOB CO CIIMHAJIbBHOU
MBIIITEYHON ATPODPUEN 1 POJCTBEHHBIMU
CUHJIPOMAMMU

CnunanpHas Mblmeqﬂaﬂ arpodus (CMA) — reHeTHYECKH I'eTepOreHHast
rpymmna 3a60JeBaHuii, XapaKTepUsyOIIIXCs IPorpeccupyroieil aerenepanuei
U THOEeNbI0 JBUTATebHEIX HEHPOHOB IIEPEIHMX POrOB CIMHHOIO MO3ra, a B
psloe cioy4aeB M sep CTBOJA TOJIOBHOTO MO3ra, COIMPOBOXKIAIOIIAsCS
IPOrPECCUPYIONIEH MEIIIIEUHOH CI1ab0CTLIO.

2.1. Jluarsoz CMA ycTaHaBIHBaIOT Ha OCHOBAaHMHU aHaMHe3a (KH3HH,
3a00JeBaHMs, HACJIEICTBEHHOr0), HEBPOJOTHUECKOT0 OCMOTpa (XapakTepeH
IPOKCHMANBHBEIA ~ W/WIM  JUCTAIBHBIM IATTePH  MBIIIEYHOH  crabocTy,
TUIOTOHHUS, OTCYTCTBHE  TIIyOOKHMX  peduieKcoB, aMHOTpOGuH,  IIpH
IIPOTPECCUPOBAHUY 0OJIe3HH - AeopMalMy IPYAHOM KICTKH M MO3BOHOYHHKA,
KOHTPAKTYPBI KPYIIHBIX CyCTaBOB), CKOPOCTH Pa3sBUTHSI CUMITOMOB, XapaKTepe
pacrpezie/ieHHsl MEIieuHol cnabocry, ompenenenns KOK B kposu (umeer
mu60 HOpMalbHBIE 3HAueHWs JuOO  MHOBBIIaeTca g0  2-3  pas),
snekTpomuorpaduu  (IPU3HAKK IEPEIHEPOrOBOTO IMOPaXKEHMs (CHIKCHUS

AMIUTATYAEl  MHTep()EPEHIIMOHHOM  KpUBOM, IIOTEHUHWAIOB  CIIOHTaHHOH

AKTUBHOCTH: (acHUKy/IsIpi, GuOpmuinui, uHTepOepeHMOHHas KpUBas B



BUIE «PUTMA YACTOKOJAY)), NAHHBIX MEIMKO-IE€HETHICCKOro TECTUpOBaHUA,
COIIyTCTBYIOIIEH CeplIeUHON, OpPTOIEIMIECKOM M JIBIXATe/IbHOMN MaTONOTHH.

2.2. Jas pasmerx TunmoB CMA  XapaKTepHBl OCOOEHHOCTH nebrora,
KIIMHAYECKON KapTHHB ¥ CKOPOCTH IIPOTPECCHPOBAHMUS OO0JIC3HH:

2.2.1 IIpu CMA 1 Tuna ormeuaroT pannui nebror 3abonesanus (0T 0 10
6 MecsIeB), CUMITOMOKOMILIEKC «BSUIOTOY» peGeHKa, MMIOTOHUS, apediexcns,
hacIUKyIAMH A3bIKA U [IPOGIIEMEI C JBIXaHHEM, IIPOrPECCHPYIOIIMH XapakTep
TEUYEeHHU L.

2.2.2. IIpu CMA 2 Tuma perpecc IBUrarTebHbIX HABBIKOB IIPOUCXOIUT 10
18-MeCsIHOro BO3pacTa. XapakTepeH CHMITOMOKOMILIEKC «BSUIOr0» peOeHKa.
ITo Mepe MpOrpeccCHpoBaHms CIabOCTH y JeTeH YacTO BO3HUKAIOT IpOOJIEMEI C
NLIXaHHEM U TJIOTaHHEM, B TOM YHCJIe TPYAHOCTH ¢ HAOOpOM Beca BCIEACTBHE
cmaboct  Oynp0apHOM  MyCKyJnaTyphbl, ClIaObIi  Kamenb M HOYHAS
THITOBEHTHJISLIMSL. |

2.2.3. CMA 3 Tuma mposBiseTcs y MAalUeHTOB B Bozpacre crapiie 18
MecseB. Hanboee yacTo mpu3HaKy OOJIE3HHU IOSIBJISIFOTCS B IIPOKCUMAIbHBIX
IpYIIax MBI HIOKHUX KOHEYHOCTeH M Ta30BOrO I0sca. 3aTPyJHEHHMs NpH
X01L0e, Oere, mogbeMe WIH CIIyCKe, MPHUCeJaHNH.

2.2.4. TIpu CMA 4 tuna npedror 3a0oneBanus ot 10 mo 30 er.
XapakrepHa CTepPTOCTh KJIMHUYECKUX MPH3HAKOB B BUJE HE3HATUTEIHLHOIO
orpaHHUeHHs BYHKIMH TIepeIBIKEHIS, 3aTPpyIHEHUH Ipy Oere, IpHCceIaHusIX,
MPBDKKAX, YMEPEHHOM I'MIoTPOoGUH MBILII Oeiep U Ta30BOTro Mosica.

2.3. Jluar€o3 CHOMHAIBHOW MBINIEYHOH aTpOQUU IMOATBEPXKAAIOT Ha
OCHOBAHHH MeIUKO-TeHeTHdecKoro uccnenosanus (Ilpunoxenue B).

2.3.1. IIpy BBIABJIEHWM TUNHYHBIX KIMHHYECKMX U J1abopaTopHO-
HMHCTPYMEHTATBHEIX NposBieHnH CMA IpoBOST MOJEKYJIAPHO-TEHETHICCKOE
ucciaeqoBanne Meromamu  MLPA,  KOJIW4YeCTBEHHOMH bITyopecLeHTHOM

nonuMmepassoi nemuoit peaxuun (K@-ITLP) mwm TP B peanprOoM BpeMeHH



It BeIsIBIIEHUs Jenienuu reHa SMNI1. [l BBISIBIEHUS] TOYEUHBIX MyTallUid
UCIIOJIB3YETCSI CEKBEHUPOBaHUE HOBOIO ITokosieHus: (NGS).

2.3.2. IIpu otcyrcrBum aByx komuiéi SMNI1 craButcs nuarHos CMA.
Ecnu mpucyTcTByeT onHa KOIMS U KIMHUYECKUA (QEHOTUII COOTBETCTBYET
CMA cnenyer cekBeHUpOBaTh ocTapiuiics reH SMN1, npoaHalu3upoBaB ero
Ha Hajnuyue penkux Myrauuii. Eciau npucyrcrByroT nse xonuu SMNI1, CMA
KpaliHe MaJIOBEpOSITHA, OJHAKO B CIIy4ae €CJIM HMMeeTcs SIPKO BBIPAXKEHHBIN
TUNWYHBIA (DEHOTHII, XapaKTEepPHBIA Myl 3TOro 3a00JieBaHUs, WM CTEIEHb
KPOBHOTO POJCTBa TOBOPUT O OomblIoi BepositHocTd Hammuuss CMA, ren
SMN1 cexBeHUpYIOT. Eciy 10 pe3yabTaTaM CEKBEHUPOBAHUS OBLIO BEISBIICHO,
yro B TeHe SMNI1 OTKJIOHEHHS OTCYTCTBYIOT, HO HMeeTcs (PEeHOTHII,
xapaktepHbii it CMA, a nanssle OMI' CBUAETEIBECTBYIOT O HEHPOreHHOM
XapakTepe CHUMIITOMOB, pacCMaTpUBAIOT BO3MOXKHOCTH HAJU4Ud y IAllMeHTa
npyroii popmel CMA, He cBszaHHOW ¢ MyrauwsmMu B reHe SMNI. Komnuu
SMN2 He wWrparoT BaXHYIO poiib B jguarHoctuke CMA, OHaKo 3TOT
IIOKa3aTelb SBIISIETCS BAXHBIM (DaKTOPOM, BIUSIOIIMM Ha CTEIEHb TSHKECTH

penoruna CMA (Ilpunoxenue B).

3. AJITOPUTM JUATHOCTUKHU ITTAITMEHTOB C
HACJIEACTBEHHBIMI HEBPOITA TV AMUA

3.1. HacnencrBeHHBIE HEBpONATHU — 3TO TIpyNa TIeHEeTHUYECKH
JNETepMUHHUPOBAHHBIX 3a00JieBaHUN NepudepuueckuX HepBOB, OTIUUAIOIINXCS
3HQUUTEJIPHON T'e€TepOreHHOCTBI0 U (DEHOTHUIIMYECKUM IIO0JUMOPGU3ZMOM U
XapaKTEPU3YIOIIUXCS CHUMITOMaMH U IpU3HAaKaMU IIpOrpeccupylollei
[IOJINHEHPONIaTUH, IPOSBIIOIIUMUCS IepuepuuecKuMU TeTpanape3aMu ¢

IIPEUMYIICCTBEHHBIM ITOPAXXCHHUEM MBI AUCTAJIBHBIX OTACJIOB KOHEYHOCTEH.



3.1.1. HaclencTBeHHBIE HEBPOIIATHH JEJATCS Ha J[BE IPYIINBL: B ONHOM —
HEBPOIIATHY, KOTOPHIE SIBIISIOTCSA OCHOBHBIM 3a00JICBaHHEM (6oe3up Ilapko-
Mapu-Tyc, HacneqCTBeHHAs HEHpomaTHsi CO CKIOHHOCTBIO K IMapaindaMm OT
CHABJECHHUS, HACICICTBEHHBIE CEHCOPHBIE M BErETATHBHBIC HEHPONATUH,
HACJeCTBEHHBIE CEHCOpPHBEIE HEUpOIaThd, ITUCTAJBHBIE HACICICTBEHHBIC
MOTOpHEIE ~Helporartum, HeBpairmdeckas amuorpodus), B IAPyrod —
HEBPOIIATHM KAaK OIHO W3 IIPOSBIEHHI OCHOBHOro 3a0oneBaHus (cemetiinas
aMWJIOMIHASL IIONMUHeHponarus, mnopdupus, 3abo0jeBaHus, CBA3aHHbIE C
nepexrom JIHK (araxcus-TeNeaHTMdKTasus), HEMPONATHH, CBS3AHHBIC C
MUTOXOHIPHATLHBIMU 3200JIEBAHUSAMM, HACJICACTBEHHBIMU aTAKCHIMHU.

3.2. JluarHo3 HacJeICTBEHHAasd HEBPOMATHs  yCTAHABIMBAIOT  Ha
OCHOBaHUU aHaMHe3a (OKu3HY, 3aboJieBaHus, HACJIEJICTBEHHOT0),
HEBPOJIOTHYECKOTO OCMOTpa  ([IPOSIBIISOTCS  IBUIaTEILHBIMU (IuCTaJIbHBIE
Tapesbl, aMHOTPO(HH) U UyBCTBUTENBHBIMY (IO THUILY «IIE€PYATOK U HOCKOB)
HAPYIIEHVSMH TI0 TIOJUHEBPUTHIECKOMY THITY, JehOopManyusMu CTOIl (110 THITY
«croma ®punpeiixa», IMonas WIM IUIOCKOH CTOMBI), pexe KUCTeH (IO THILy
KKOTTHCTOMY WM «00e3bsHbell JIambl»)), CKOPOCTH pa3BUTHUS CUMIITOMOB,
XapaKTepe pacipesielieHns MbliedHol cnabocty, onpenenenus KOK B xposu
(8 10 wim Gonee pas IPEBBINIAECT HOPMY), 3JeKTpoMHOrpaduu (pasuenstoT Ha
IEeMHUENUHU3UPYIONIe W aKCOHaJbHEIE  (OpMBI:  TIPU  CKOPOCTH
pacrpoctpanenus Bo30yxnenust (CPB) 1o cpeuHHOMY HEpBY MeHee 38 m/c -
JeMUeNHHI3UpyIomas  Hepponarwsi; uHaue npu CPB Oomee 38 w/c —
aKCOHaJIbHAS), TAHHBIX MeINKO-TeHEeTHYECKOT0 TEeCTUPOBAHMUS,
COIIYTCTBYIOIIEH CepIeUHOM, OPTONEANIECKON U BIXaTSIEHOMN 1aTOIOTHH.

3.2.1. HCMH 1 Tuma BeI3BaHa MyTanusmu B reHax: PMP22, MPZ, GJBI,
EGR2, LITAF. CuMITOMBI MOSBIJISIFOTCS B IIEPBOM JECATUIICTUM JXU3HU, PEIKE

B Hayale BTOPOro. IIposBiseTcss CIasMbl MBI TOJIEHEH, crabocTh U



ne(opMaliys CTOIl, U3MEHEHNE TIOXOIKHU, 3aTPyIHECHHS IPU oere WM IOABEME
1o nectauie. [o31Hee IPUCOEIUHICTCS CIa00CTh B KUCTSIX.

3.2.2. HCMH II tuna Be3BaHa MyTanusmu B rerax: MFN2, RAB7. s
HMCH II Tuna xapakTepeH MO3IHIUA BO3pacT Hadaaa 00Je3H: 4eM TIpH HMCH
[, MeHBIIAsl CTEIeHb YTHETEHUS CYXOXHUIBHBIX PEQIIEKCOB, BEr€TaTUBHBIE K
TpoduyecKkue HapyIleH¥s, HefiponaTiudeckas 60Jb.

3.2.3. HMCH Il Tuna (meMueldHU3UpYIOIMEH MNOIMHEHpOIaTueit
Tlesxepuaa — CoTTa) BbI3BaHbl MyTaluaMu B rexax: PMP22, PO, EGR2.
Knunuyeckre MpOSIBIEHUST C POXACHUS MO 6-TU-MECSIIeB. XapaKTepHO
BBIDAKEHHOE TOpPa)XEHWE IUCTAbHBIX OTJENIOB PyK M HOT, paccTpoiicTBa
qyBCTBHUTEILHOCTH, CKOJMO3bl, BO3HMKHOBEHHE KOHTPAKTYP, [BIXaTC/IbHBIC
pacCTpOMCTBa, HAPYIICHUS TTI0TaHus, IOPAKCHHs IJ1a30/IBUraTebHBIX HEPBOB
(cTpabusM U 0 TATEMOIIIIETH).

3.2.4. HMCH 1IV. PacnopocTpaHeHHBIM BapHaHTOM  ayTOCOMHO-
perieccuBEbrx HMCH sBisiercs tan [VA, BBI3BaHHBIM MyTallMsMA B ICHE
GDAP1. JleGror 3a6oneBannsi B paHHeM IeTCKoM Bospacte (1-5 jet), paHHee
BBITIAJICHAE CYXOXKIIBHBIX Pe(iIeKCOB, BbIPAXKECHHBIE PACCTPOKCTBA IIyOOKOH
4yBCTBUTE/ILHOCTH, BOBJIEUEHUE B TPOLIECC TPOKCUMAJIBHBIX MBIIII HOT.

3.2.5. HMCH V Tumna npexncrasiena GopMoi, codeTarommeil CHMITOME]
[IOJIMHEWPOIIATHH U MUPAMUAHY0 CHUMITOMAaTHKY. Bbi3BaHa MyTalyel B TeHe
NGFB. Hauunaercs Ha 2-3 OeCSTUIETHUU KU3HU CO CclabOCTH B IMCTabHBIX
oTIeNax pyK ¥ HOT. XapaKTepHO pa3sBUTHE BBIPAXKEHHOW arpoduu TeHapa,
nedopmaruu ctor. Hapyienns 4yBCTBUTEIBHOCTH OTCYTCTBYIOT.

32.6. HMCH VI Ttuna BxmodaeT ¢GOpMBI IOJIMHEWPOTATUH,
coderatoluecss ¢ aTpoduel 3pUTENBHBIX HEPBOB M HEWPOCCHCOPHOH
TYTOyXOCTBIO. XapaKTepeH ayTOCOMHO-DPELECCHBHBIN TUI HACIENOBaHUS,
o6ycioBIeH b MyTanusamu B rene MFN2. Jlebrotupyet ITOJIMHEBPOIIATHEM,

BO3HMKAIONIEH B JETCKOM WM B3pOCIOM BO3pacre, K KOTOPOW TO3XKE



IPUCOEAUHSIOTCS ~ aTpouut  3pUTENBHBIX ~ HEPBOB U HellpoceHCcopHas
TyTOyXOCTb.

3.2.7. B HacrosIee BpeMsl OIIUCAHO JIBa TeHETUYECKUX BapUaHTa HMCH
VII Ttuma. HMCH VIIA o6ycnosieHa [eTepO3UIOTHOM MyTalueld B TeHE
SLC5A7, HMNVIIB — wMyrtanueii B TI€HE DCTN1. O6a BapuaHTa
HACIENyIOTCS ayTOCOMHO-TOMUHAHTHO. KIMHMYECKM OHH  HPOABJIAIOTCS
MeIJIeHHO IIPOrPECCUPYIONel MOTOPHOH HonuHelponaryell, BOZHUKAIOIEH B
Bo3pacte 20-30 JeT, c IOCITeTYIOIIUM MapandoM FOJIOCOBBIX CKIIAMIOK.

3.3. Jluargo3 HacleICTBEHHOW HEBPOIATHU  MOATBEPXIAIOT Ha
OCHOBAHHH MeIUKO-T€HETUYECKOTO UCCIIEOBaHUS, LEIbI0 KOTOPOro ABJIACTCS
BBISIBIICHHE MYTallUii B T€HAX, aCCOUUMPOBAHHEIX C Pa3BUTHEM STOY MaToIOruu

(IIpunoxenue I).

MNEPEYEHBb BO3MOXXHBbIX OCJIOKHEHHIM WA OIIHBOK ITPU
BBIMMOJHEHUN M ITYTU NX YCTPAHEHMSI

OcoXHEeHus. OTCYTCTBYIOT.



[TPMJIOKEHUE A

TuddepeHnuanbHas IMarai0CTHKa HaClIeICTBCHHBIX 3a00JIeBaHUK MBIIIIIT

I10 PACTIPEIENEHHIO MEIIEUHO# C1aboCTH

[eHepanu3oBaHHas
v L v
AcuMMeETpUYHAS JlucTanbHas > NPOKCHMAaJIbHA [TpokcuManpHas™> JucTanabHas
v v v

JTucTampHbIE MHOIIATHH
(ATunryHas MHOLIATHS
MuoIu, MHOIIATHS CO
¢11200CTRIO TOJIOCOBBIX CBA30K
(Matrin3)

[TIKM]T 1C, 2A, 2B, 21, 2L
JTuro-ede-aonaroyHas
TUCTPO(hHL

Cunmpom McLeod
HekoTopsle manueHTsI C

0omesunio Ilomie

Bosne3Hp NEeHTPaIBHOTO CTEPXKHS
MuobuOpuIsIpHas MAOIIATHS
MuoToHHYeCKas TUCTPODHI
JlucTanbHast MHOTIATHS [TO3THETO
B3pocioro 1 tuma (Benannepa)
Pannss B3pociasl AUCTaIbHas
muonarus 1 Tuna (Honaxa)
Panusas B3pocias JUCTAIbHASL
muornaThsa 2 Tuna (Muormmm)
Panuss B3pocias OUCTaIbHAT
muonarus Tuna 3 (JIsiHra)
OxynodapuHroaucTaabHas
MHOTIATHS

MaioGepiioBast MUOIIATHS
JlucranpHas HeOYIMHOBAS
MHOTIATHS

MuoIu-1mo1o0Hast MAOIIATHS
BounpiebeprioBas MEOMIATHS
Muonarus ¢ 6onesnsro [lemkera
Muonatus ¢ 6onesnsro [lemkera
¥ JEMEHIUEH

T'nuxorenos 3 Tuma

[TIKM]] 2A, 2B, 2D, 2E, 2C, 2F,
2G, JH, 21, 20, 21K, 28 2N 2N,
20, 2P, 20.28,2T,2U, 2Z
COL6A2, LAMA2, POMGNT?2,
POPDCl1

Muopuctpodus: OMepu-
Hpetidyca, Hromenna-bexkepa
HemanuHoBas MHOIIATHS
LlenTpoHyKII€apHas MUOIATHS
Bonesus Jlanona

Bonesus Ilomme
JInne-1iede-10naToYHas
TECTPOPH

BpoyxaeHHbIe MUOIIATHH
(LAMA?2, COL6A1, COL6A2,
COL6A3, POMT1,POMT?2)




HpeHMyIHeCTBeHHO JIOKAJIbHOE pacmnpeaejJacHHue

MBIIE4YHOH ¢JIa0ocTH

Jnmo Tynosume Kouneunoctu
IITo3 Ilieue-jgonaTogHas Bepxuue

IITo3 6e3 odTajaLMomapesa

BposkneHHBIE MHOIIATHH
HemannaoBas MuoIaTus
Boie3Hp eHTpaibHOro
CTEPIKHS

JlecMUHOBAsE MHOIIATHS

MuoTtouunyeckast ZUCTpO(us

TITo3 ¢ odbTanbMonape3omM

MuTOXOHApHAIbHAST
MHUOTIaTHS (Hapy>XHas
IIpoTpeccupyromasn
o¢ranmemoruterus, CuHIpOM
Keprca — Cetipa)
OxynodapuHreanbHas 1
oxynodapuHrofuCTaIbHas

MHOIIATHA

JlebuuT KUCIOH MaIbTa3kl
Bonesss HeﬁTpaJIBHOFO CTEpIKHS
Muopuctpodust Omepu-Jpetidyca
JInue-mede-1onaTo4Has  Iiede-
JIONaTOYHAs TUCTPOhHH

[TKMJI 2A (xansransonarus), 2C-F
(capxormukanomnarus), 21 (FKRP)

HemanmuaoBbie MUOIIATHH

I'osepc-Jleitar nucTpodus
HeGymuHoBas MHOIATHUS

OxymodapuHrogucTaIbHAS

Husxnue

MbIIIILI IEH

W3zomupoBaHHAs MHOIIATHS
pasrubareneii men (INEM)
JeduuT KapHUTHHA
MuoToHrYeCcKas AUCTPOPHUS

BposxnenHas MEOTIATHS

CnaboceTh YeThIPexrjaaBoii

MBI bI

Muopmuctpodus bexkepa

I[TKM/]] 1B,2B,2H,2L
Muonuctpodus Dmepu-Lpeiidyca

MagporJjoccus
AwvunonnHas

MHUTOXOHIpHATIbHASL
MHOIIATHS

Muonuctpodus JromenHa-
bekxkepa

TTKM/JT 21

Cunnpom bexsura-Bunemana

Bonesur [Tomme

CnabocTh NaPACHHHAIBHBIX

MBI

I[IKM/I2A, 2B
Juctpodraeckas MEOTOHHS
McLeod
CkarryJioriepoHeallbHas
Hedunut ManpTasbl
Hedunut KapHUTHHA
HemanuroBas MHOIIATHS

Bose3us [Tomme

Caab6ocTh MBI 0eaep

Mmuomnarus bernema

BpooxeHHas MBIIIeYHas TUCTPOGUs
¢ runepTpodueH MBIIIIL
Muonuctpodus bexkepa
JlunereyenonaroyHas
MHUOTUCTPODH

I[IKMJ1D, 2A,2B,2C.2L,2L




ComyTcTBYIOIIAS IATOJIOTHSA CEPALIA

v v v
Aputmus Kapnuomuomnarus Her
Cunppom Aspepcena- || T'umeprpoduueckas (Memmednsie || Cm. apyrue hopMBI

Tasuna

Cunnpom Képrca — Céiipa
MEI1euHsle TUCTpOUU:
MHOTOHHYECKAs,
KOHEYHOCTHO-IIOSICHBIE 1B,
2C-F, 2G,

Omepu-Jpeiipyca

muctpoduu:  JlromeHHa-bexkepa,
Omepu-Ipetipyca;  AUCTAIBHBIC
MHOIIATHH (MYH7, FHL1),

riukorenos 2 (6oresss [lomme), 3,
5 THmIOB)

JunaTaroHHas (Juctpodumu:
KoneunoctHo-mosicaas 1B, 2C-F,
2G, MHOTOHHWYecKasd, JlrolIeHHa-

Bekkepa, BpoxaerHas (FKRP)

3a00JI€BaHUS MBIIIIIL

COHYTCTBYIOIHI/IE! IIbIXaTeJIbHBIC HAPYIICHHUI

v v v v
MuodubpunisapHbie MuTtoxoHApPHATbHBIE Bpo:xnennblie MeTtaboan4ecKkue
MHONATHH
MHONIATHH; MHONATHH MHONATHH
(mporpeccupyromas
MpbIme4Hbie EHTPOHYKJIEapHas eUIUT  KHUCIOH
Hapy KHas LeHmonyiclean Jled
nucrpodun ([lrormenna- Hemanunosas MaJbTa3bl
o TaTBEMOIIIerus; CHH
Bekkepa, BpOXIeHHAI, I'mukorenos 3 Tuma
npom JIn)

Omepu-/petidyca,
KOHEYHOCTHO-TIOSICHAS
2A, 21, MHOTOHHMYECKAS,
oKyJ0(GapUHTOOUCTATLH

ast)




[TPUJIOXXEHUE b

HCpC‘ICHB MEINKO-TEHETHYECCKHUX METOIO0B, 0T06paHHBIX JUIS TUAarHOCTHUKH MAalnueHToB C HEPBHO-

MEBIIIIEYHBIMHU 3a00JIeBaHUSIMHU

Ta6umma 1. IlepedeHb MEIUKO-TCHSTHIECKUX METOZIOB, OTOOPAHHBIX [T JHATHOCTHKU IAlHEHTOB

C HEPBHO-MBIIIICYHBIMH 3a00JIeBaHUASIMU.

Merton | 3a6oneBanue | Xapakrepucruka MeToza
TecTrI «TIEPBOM OUEPEIH»
MLPA CMA, MIJIb Wcnome3yercst UL JETEKIHH  KPYIMHBIX
nepecTpoek B renax DMD u SMN1
TMC bII Vcrionp3yercst s ONPENEICHUST aKTHBHOCTH
KUCJION anb(da-TIMKO3uAas3hl B CyXHX MNATHAX
KpOBHU
®parmenTrbii anamus JJHK | 3abonesanus, Hcnonb3yeres hIRIE: JIETEeKIUU
06yCIIOBIeHHbIE | AeNelui/HHCepIHi, —OKCIAHCHH  IIOBTOPOE,
nenenusamu/ xoceennoi JJHK-guarnoctuku
HWHCEPIHAMH,
6one3Hu

OKCIIaHCHHU U [P.

TecTrI «KBTOPOH OUepeEq»

DIr00pUMETPHYECKOE BII Vcnonp3yercst UL ONPENEIEHNST aKTHBHOCTH
ompeneleHHe ~ aKTHBHOCTH KHCJIOH O-TJIFOKO3WJa3kl B CYyXHX IATHAX
KHMCIIOW O-TTIFOKO3HMOas3hl C KpoBH, JHEMQoUHTax  KpOBH,  KyJbType
IpUMEHCHHEM HHIHOMTOpa ¢ubpo6aacToB U3 OUOICHU KOXKH, MBIIICTHOM
HeHTpanbHOR o- ouomnTare

TIIIOK03uAa36! (akap6o3bl)

BricoxonpoussoautensHoe | Bece HHM3 Vcrons3yercs JUis [IOHCKA PEIKHX MyTalui
CEKBEHHUPOBAHHE npu HHM3

CexBeHHpOBaHHE o | Bce HHM3 Vcmomnp3yercst Ui TOATBEP)KACHHSA JaHHBIX,
Coanrepy MOJIyYEHHBIX IIPH BHICOKOIPOU3BOAUTEILHOM

CEeKBEHMPOBAHWH, & TAKOKe IV MOJCKYJIAPHO-
regeTHUeckod  BepuuKanMyp ~— IHArHo3a,
YCTAHOBJIEHHOTO OHOXMMHYECKUMHU METONAMH




[MTPMJIOXKEHUE B

ANTOpUTM IUATHOCTHUKHU ITALHEHTOB CO CIIMHANBHON MBIIIEYHON aTpodue 1

POACTBEHHBIMU CHHIpOMaMHU

TloAoSpeHye Ha HepBHO- = Heapmacmﬁ oCMIOTP: cmserpzﬁfzax gj:aﬁncza bid a'rpctt:rm_,
= ALITTATHAT THTCTOMNKE, TENCpeduaEcHs, HECIMIEY LRI, MNEMTSTHE S 1

MBIIISTHOES SA0NIEBAHIIE CEBIRTHEIR ;IE@C‘PMM-

- Hacremereessell aHasiHes: HAMEOIR JeTell B CEMBE CO CROCEINH

EEDONOTHTACHIN CHNITTCMANEL

- Toprmmanze ppearuabocdormaza (PK) = 2-3 pasz

- SHMT
v
TlepEsaHO-MEITIETHEH | SHMT o| TIEEpENEHEIN YPOBEHE
VPOBEHE NOBPeKISHHE ¥ MIOPEHEHIT
i HetipoRansHEIH YPOEEHE ¥
MMuonaTem Hopa‘.&fmm HCMHET.E.
CMA ® pomCcTEEHERE
CHHTPOMEL
*
‘ WemHro-reHeTHISCKOS
SnId1 TeCTHPOEAHME Ha JeelHIo
Shil 1
-
MLPA w xITL[P TIporEcsEpOEAHNE CTENEHH
s ramecty ChA
0 Ko 1 Koma w= 7 ROt % ¥ - ¥
¥ 2 3 4 4-6
CexBeENpPORAIEE 3 EONHE || KOIFEH || xommm || KOHHH
,,L, SMN1 — TrumraHEH (eH0THII
TuarnocTura Sq RPDEHO? po.achz;% ¥ - ¥ ¥
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