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PE3IOME

MbiweyHas guctpodus JiowerHa (MA) — ofgHO 13 Hambonee TAXKENbIX U PAaCcNPOCTPAHEHHbIX HACNEACTBEHHbIX HEPBHO-MbILIEYHbIX 3a60ne-
BaHUI, XapaKTepu3yloweecs NporpeccmpytoLei aereHepauyen MblleYHON TKaHW, yTPATON ABUraTeibHbIX GYHKLMIA 1 paHHEN CMEPTHOCTBIO
nauneHToB. HecMoTps Ha Hanuume onpegenéHHbIX TepaneBTUYEeCKMX oMU, NCXOA 3a601eBaHVsA BO MHOTOM 3aBUCUT OT CPOKOB MOCTaHOBKM
AMarHo3a n Havana HabnwogeHns. OgHUM 13 Hambonee NepCnekTUBHbIX HaMNPaBNEHNI PAHHETO BbIfBNEHUA 3a60eBaHNA ABNAETCA HEOHa-
TasbHbIA CKPUHWIHT, OCHOBAHHbIN Ha OnpegeneHnn akTMBHOCTY KpeaTuHdochokmHasbl (KDK) B 06pasLax Cyxmx NATEH KPOBY C NOCIEAYIOLLNM
reHeTNYECKUM NOATBEPXKAEHNEM AMArHO3a. B M1pOBOI NpakTKe NPoBEAEHO MHOXECTBO MUOTHBIX MPOEKTOB CKPUHUHIA HOBOPOXAEHHbIX
Ha M ¢ npyMeHeHVeM PasnnyHbIX aHANNTUYECKMX MOAXOA0B, BKoUas (GiyopecueHTHbIR 1 uMMmyHodnyopecueHTHbIn aHanus KOK ans
BbIAIBMIEHVA MALMEHTOB rPyMrbl MOBLILEHHOMO PUCKA, @ TAKXKe NPUMEHEHNE MONEKYIAPHO-TEHETNYECKX METOAOB ANA NMOATBEPXKAEHUA AN-
arHo3a. B gaHHoI paboTe npefcTaBieH 0630p MCTOPUN PA3BUTUA U TEKYLLErOo COCTOAHWA NPOrpaMm CKpUHMHIA Ha MO B pasHbIX cTpaHax
MMPA, a TaKXKe KNoYeBble STUYECKME 1 NCUX0NorMyeckme acnekTbl SOCUMMNTOMATUYECKON guarHoctukin MA4.
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ABSTRACT

Duchenne muscular dystrophy (DMD) is one of the most severe and common hereditary neuromuscular disorders characterized by progressive
degeneration of muscle tissue, loss of motor function, and early mortality. Despite the availability of certain therapeutic options, disease
outcomes largely depend on the timing of diagnosis and the initiation of clinical following-up. One of the most promising approaches to early
detection is neonatal screening based on the measurement of creatine phosphokinase (CK) activity in dried blood spot samples, followed
by genetic confirmation of the diagnosis. Numerous pilot newborn screening projects for DMD have been conducted worldwide using
various analytical approaches, including fluorescent and immunofluorescent CK assays, as well as molecular genetic methods for diagnostic
confirmation. This paper provides an overview of the history and current status of DMD screening programs in different countries, as well as
key ethical and psychological aspects of presymptomatic diagnosis.
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BBepeHune

MbieyHas guctpodus domenHa (M) — Tskeénoe
X-ClEIMJIeHHOE HacleACTBEHHOE 3a00JIeBaHNE, CBSI3aHHOE
¢ MyTauusiMu B reHe DM D (reHe nuctpodrHa) U XapakTe-
pu3yIollIeecs MPOrpecCUpyonIeil JereHepaueil Mblley-
HBIX BOJIOKOH [1]. Heduumt wim pyHKIIMOHATBHAS He-
JIOCTaTOYHOCTh JAaHHOTO OeJIKa MPUBOAUT K CTPYKTYPHOM
HECTaOMIILHOCTH MBITIIEYHBIX BOJIOKOH W UX TIPOTPECCUPY-
fOIlei JereHepaliy, BBUIY YeTro 3a00JjieBaHUE TTPOSIBIIS -
€TCS TIPOKCUMAJIbHOU MBIIIIEYHON C1ab0CThIO M OBICTPBHIM
MporpeccupoBaHreM cUMNTOMOB. [lepBble KIMHUYECKUE
TMPU3HAKU TOSIBJISIIOTCS Y MALIUEHTOB B Bo3pacTe 3—5 JeT:
HaOJTIOIat0TCsl HapacTarollasi MbIIIeYyHasl cJIaboCTb, CHU-
XKeHWEe TOJEePAHTHOCTU K Harpy3kam, ObICTpasl yToMJisie-
MOCTb, HEYKITIOKECTh, YacThIe TTafeHUs, 3aTPyTHEHUS TIPU
noabéMe 1o JectHulle. K 11 romam maimeHTsl yTpauynuBa-
0T CITOCOOHOCTh K CaMOCTOSITETbHOMY TIepEIBMXKEHUIO,
a K 3-My JEecTUIETUIO BCIIEACTBUE CEPACUHO-JETOUHBIX
OCJIOXXHEHMI HacTymaeT cMepTh [1].

Mpeieynas auctpobust bekkepa (MJb) mpencras-
JIsieT coboii 6osee MrKyro ¢opMy 3abojieBaHUSI, MaHU-
dectupyronryio B Bo3pacte 10—20 net. 1151 He€ xapakrep-
HBI MEIJIEHHOE TTPOrPeCcCUPOBaHNE MBIIIIEUYHON CI1ab0CTH
C JUTUTEJTbHBIM COXpaHEHWEM TOJIBUKHOCTHU; WHBAIWIM -
3alMs, Kak MpaBujio, pa3BuBaeTcsl He paHee 40-jeTHero
Bo3pacTa [1].

[MpumepHo y 8% XeHIIMH-HOCUTENE nedeKTHOTO
reHa Tpy HaJUWYUU COIYTCTBYIOIIUX TTaTOJIOTUM (HAIIpu-
Mep, TIpY TIOJIHOM WJIM MO3audHoM (hopMax CHHIpOMa
IMlepemeBckoro—TepHepa) TakkKe MOTYT TIPOSIBIASITHCS
cumntoMbl M. ITpu aTOM y XXeHIIIMH 3a00J1€BaHKe, KaK
MpaBUJIO, MPOTEKAET B OTHOCUTEIBLHO OoJiee JIETKoi (op-
Me: TTOMUMO YMEPEHHOM MBIIIIEYHOU cJ1ab0CTH, YaCcTO BHI-
SIBJISTIOTCST  CEPIEYHO-COCYIMCThIE HApYIIEeHMs, BKIIOUast
ApUTMUU Y TUJIaTAlIMOHHYIO0 KapauomMuomnatuto [1].

CBoeBpeMeHHOe BbIsiBieHUe MJIJ] nMeeT KilloueBoe
3HaYeHUE TSI OpTraHM3allM METUIIMHCKOTO HAOTIONEHUS,
paHHeTOo HavaJla Teparuy ¥ BKIIIOUEHMS ITAllUEHTOB B KJT -
HUYecKue uccienoBanus. Hanboee pacripocTpaHEHHBIM
OMOXMMUYECKMM MapKepoM 3a00JIeBaHUS SIBIISIETCS TI0-
BBIIIIEHWE akTUBHoOCTU KpeatnHdochokmHazsl (KDK)
B KpoBUu. Campble Bbicokue ypoBHU (10 100 pa3 mpeBbI-
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maronme HopMy) KPOK oTmeyaroTcss Ha paHHUX CTaIM-
six 3a0oseBaHus (1—2 roma >XU3HW) U UMEIOT TEHAECHLIUIO
K CHUXXEHHUIO ¢ BO3pAaCTOM M MPOrpeCCUPYIONIEi moTepei
MBIIIEYHOM MAacChl, XOTS M OCTalOTCSl TMOBBILIEHHBIMU
M0 CPAaBHEHUIO C HOPMAaJbHBIMU TMOMYJISIIUOHHBIMU 3HA-
YEeHUSMU. DTO MO3BOJISIET MCIOJIb30BaTh 3TOT MOKAa3aTeNlb
Kak B HeoHatajibHOM ckpuHuHre (HC), Tak 1 B CKpUHUHTE
JeTelt 6oJiee CTaplIMX BO3pAaCTHBIX Irpymil [2, 3].

C cepenunbl 1970-x IT. B MUPOBOI MPaKTUKE peaiu-
30BaH psia NUIoTHBIX TipoekToB o HC na M. Ilepso-
HayaJbHO MPUMEHSUIMCH (DIIyOPECIIEHTHbIE METOIbI OIpe-
nenenrss KOK, 9yBCTBUTENBHOCTD U CHIENU(PUIHOCT KO-
TOPBIX OTPAaHUYMBATIUCH BIUSHUEM (POHOBBIX (HaKTOPOB.
B nmanbHeiiiem pas3paboTka HMMMYHOMIYOPECIIEHTHbIX
TEXHOJIOTUI MO3BOJIWJIA CEJIEKTUBHO OMPENEISITh MbIIlIeY-
Hyto m3odopmy depmeHTta (KDOK-MM), noBbIcMB TOY-
HOCTb TeCTUpOBaHUsI. JJOMOTHUTETBHBIM 11IarOM, HaYMHAas
¢ 1980-x rr., crajo BHeOpeHWE METOIOB MOJIEKYJISIPHO-
TEeHETUYECKON TMAarHOCTUKM, YTO TMO3BOJIMJIO CYIIIECTBEH-
HO CHM3UTh YHUCIO JIOXHOIIOJIOXHUTEIbHBIX PE3yIbTaTOB
U o0ecIeyuTh 6osiee HalIeXHOe MOATBEPXKIESHUE T1UarHo3a.
Kpome Toro, ¢ pazBUTHEM TEXHOJOTUI B CKPUHUHT CTaIU
yale BKJIIYAThCS €T 000X MOJIOB, YTO MO3BOJISIET BbISIB-
JIATh IeTeil — HOCUTEJIel MaToIOrMYecKoro BapraHTa reHa,
a Takke JeBOYEK, Y KOTOPBIX B CBSA3U C COITYTCTBYIOIIMMU
3a00s1eBAaHUSIMUA MOTYT MPOSIBUTHCS cuMITToMbl MIJI.

IHeap paboThl — MPOBECTUM 0030p MWJIOTHBIX IPO-
rpaMM, HampaBJ€HHBIX Ha paHHee BbisiBieHue MJIIJI,
BKJtouas mpoekThl HC u uccienoBanus, MpoBOAUBIINAECS
B APYTUX MOMYJISLMAX, TOMUMO HOBOPOXXAEHHBIX (HP).

OnyopecueHTHbI aHann3

Brnepsrie meTon TectupoBanusg HP na M/1/] ¢ icrionb-
30BaHUEM CyXMX ISTEH KPOBU OBLT MpemioxeH B 1975 T.
dyopeclieHTHRIN aHaau3 akTuBHOCTH KDK OBLT TIpoTe-
cTUpoBaH Ha obpasuax Kposu 1500 HP, koTtopkie yxe Obi-
JIV B3SITHI 7151 TIPOBEACHMSI TECTA HA (PEHUTIKETOHYpUIO [4].
¥ Bcex, kpome 2 HP, yposenbs KDK cooTBeTcTBOBaN HOP-
MaJIbHbIM 3HAYE€HMSIM, TIpU 3TOM pe3yabTaThl 3Tux 2 HP
MPU TTOBTOPHOM U3MEPEHUU CIYCTSI HECKOJIBKO MECSIIEB
TaKXXe COOTBETCTBOBaJM HopMme [2, 4]. Takum oGpasom,
HECMOTpSl Ha OTCYTCTBUE BBISIBJIEHHBIX ciiydaeB MJIIJI,

235

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(4): 234-246



HEBPOJTOTMYECKUIA XKYPHAIT nmenu 11.0. BAQATIAHA. 2025; 6(4): 234-246

https://doi.org/10.46563/2686-8997-2025-6-4-234-246

0630p

TMAHHBINA MPOESKT ITOJOXWI HaYaJIo Pa3BUTUIO CKPUHUHTO-
BbIX IMporpamMm Ha M/I/I mo BceMy Mupy.

Io3zxe HC na M/1/1 ¢ ucnonb3oBaHueM (hayopecleHT-
HOTIO aHa/I13a CyXUX ISITeH KpOoBU ObLI MpoBeneéH B HoBoii
3enangun: 10 ThIC. MAJIBYMKOB OBLIN 00cIeqoBaHbI HAa M /1]
C WCTOJIb30BaHUEM 00pa3iia KpoBU Ha (heHMJIKETOHYPHIO,
MPU 3TOM OBUIO BBISIBJICHO 2 CIy4asl 3HAYMTEJIBLHOTO ITIpe-
eieHust ypoBHst K@K vy nereit. [TpoBeneHHbIN BITOCIE -
CTBUM aHAJIN3 KPOBU TaKKe 3a(pMKCHUPOBAI 3HAYUTETHHO
noBeiIeHHBINH ypoBeHb KPK. Brorncust M moarsep-
IvjIa IUArHO3 y OMHOTO M3 AeTeld, 1 y 000MX MIIAICHIICB
ypoBeHb K®K ocraBajcsi 3HAYMTEIBHO ITOBBILIEHHBIM.
ITpu 3TOM COTTacCHO MEAUIIMHCKOMY OCMOTPY OTKJIOHEHUI
OT HOPMBI Y JaHHBIX MNAlIMEHTOB HE BBISIBJICHO [5].

B 1976—1980 rr. aHaIOrMYHBIA MWIOTHbIIA ITPOEKT ObLI
npoBenéH B DmuHOypre (Bemmkoopuranus). 1o pesyib-
TataM CKpUHMHTAa 2336 MpOTECTMPOBAHHBIX MIIAAEHLIEB
Myxckoro mnosia y 16 yposens KMK mpeBriian moporosoe
3HAYCHUE, TIPY 3TOM IIPY ITIOBTOPHOM aHAJIM3€ JaHHOE I10-
BBIIIICHUE HE MOATBEPOUIOCH HM Y ogHOro n3 Hux. C Mo-
MEHTa BHEIPEeHUs 00jiee UyBCTBUTEIbHBIX PEareHTOB B Ce-
penuHe 1979 1. y 850 yenoBeK, MpOIIEAIINX TECTUPOBAHNE,
He ObUIO OOHAPYKEHO HM OJHOTIO JIOXHOMOJIOXUTEIbHOTO
pesyabTara — TaKMM 00pa3oM, IO pe3ybTaraM JaHHOTO
MPOEKTA He BLISBIEHO HU OgHOTO ranueHTa ¢ M1/ [6].

B pesynprate mposenénHoro B 1977—1984 rr. B 3a-
magHoi ['epMaHWM MMIIOTHOTO IIPOEKTa, B XOIe KOTOPOTO
obl10 00cenoBaHo 176 600 MaaTbYMKOB MYKCKOTIO I0JIa,
y 48 13 HuX (BceM ObLIO MeHbIiIe 6 Mec) ObLIY 3HAUUTEILHO
MOBBILIEHBI YPOBHU MbIledHOI n30dopmbl KOK — KDK -
MM (mBykpatHoe moBbieHue 6oee 300 ME/), uro aB-
TOPBI IMMJIOTHOTO TTPOEKTA OMPEACIMIN KaK BEPOSITHOE Ha-
nuyue nuarHo3a M1 (dactota 1:3679). Cinenyetr OTMETUTD
Pa3IMYHBIA BO3pAaCT MaJbYMKOB HA MOMEHT ITPOBEICHMS
CKPMHUHIA — OKOJI0 65% Malb4nKOB, MPOILEAIINX TECTU -
poBaHue B KoHI1Ie 1984 r., 6butM B Bo3pacte 4—6 Hen; 23% —
ot 6 Hex 10 6 mec, 2% — ot 6 Mec 10 roga, 10% — mouro-
xe 4 "Hen u 0,3% — crapiue 1 roga [7]. 1o pesyabratam
Oojiee mo3mHEl MyOoNMKanuy (BKIIIOUYAIOIICH pe3yIbTaThl
1o 2011 r., korma CKpMHUHT ObLT 3aBEPIEH) Beero 3a 1977—
2011 rr. 6bL10 TIpOTECTUPOBAHO 528 410 MaTBLYMKOB, B OC-
HOBHOM B Bo3pacte 4—6 Hen. 3a 3tu 34 roga HC Obu10 BBI-
saBiieHo 147 manpurkoB ¢ MIIJI u 33 manbunka ¢ M/Ib.

Ho pa3BUTHS METONOB T€HETHMYECKOW MUATHOCTHKU
BO3MOXXHOCTH TIPOBEICHUS ITOATBEPXKIAIOIICH TUArHO-
CTUKM OBUIM CYIIECTBEHHO orpaHmueHbl. MHorma pe-
3yJIbTaThl CKPUHMHTA OCTaBaJUCh HEMOATBEPKIEHHBIMU
IO TIPOSIBJICHYSI KIIMHUYECKUX TIPOSBIICHUI 3a001eBaHus.
OpnHako yxxe B 1988 1. ObUIM OMyOJIMKOBAHBI PE3YJIBTATHI
MUJIOTHOTO TIpoeKTa B NpoBuHIIMKU Manutoba (Kanana),
Iie TIPOBOMMJIACH TEHETHYeCKass MUAarHOCTHKA MYTAIIWA.
ITo pe3ynbraTaM CKpMHUHTA U3 18 THIC. HOBOPOXIEHHBIX
MAaJIBYUKOB Y 3 OBLIM BBISIBJICHBI MOJICKYJIIPHBIC IECLINU
WVIW oynadKanmu [8].

PeanuzoBaHHbI 1T03ke Ha Kurpe HallMOHAIbHbIH TTH-
JotHbIN ipoekT HC Ha MIJI mpoBOAMIICS TaKXKe METOIOM
n3Mepenns ypoBHsa KPK B cyxux msaTHax KpoBM ¢ MOCIe-
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IYIOIINM TeHeTUYECKUM MOATBepKIeHueM. B TeueHue mmep-
BbIX 6 jieT mporpaMmbl (1992—1997 rr.) mis npoBeneHusI
ckpuHUHTa ObLTO MosydeHo 30 014 o6Gpa3ioB, M3 KOTO-
phIX 43 XapaKTepru30BaICh N3HAYAILHO BEICOKMMU 3HaYe-
Husmu KOK (6onee 300 ME/n), omHako [isi IOBTOPHOTO
aHaim3a ObUIO JOCTYITHO TOJbKO 35 oOpasuoB. M3 yucia
moBTOpHBIX P06 B 30 aktnBHOCTE KK cooTBeTcTBOBAIA
HOPMaJIbHBIM 3HAUEHMSIM, a Y 5 MaJbUUKOB OBLJIO OTME-
yeHo croiikoe mnosbieHne ypoBHss KDOK. Briocnencrsum
MPOBEIEHHDbI TEHETUYECKUI aHAJIM3 U aHaJIU3 AUCTPO-
¢uHa TTOATBEPANIT AMATHO3 Y BeeX 5 ManbunkoB. [1pu aTom
B TeueHue 1-ro roma peajinszaluuy IporpaMmMbl Bce 00pasiibl
OBLTM MpOaHAIM3MPOBAHBI KaK METOIOM (hpoToKaccer, TaKk
1 KOJIMYIECTBEHHO C ITOMOIIBIO TIOMUHOMETPA, TTOCIIC YeTro
OBbLJIO OTMEUYEHO, YTO BCe 00OpasLbl ¢ akTUBHOCThI0O KDK
BhIIIIe TToporoBoro 3HadeHust (300 ME/m) 6pu1 oToOpaHb!
MeTomoM (hoToKacceT, M B IMOCJICOYIOIIME TOMbI KOJMJe-
CTBEHHBIN aHAJIN3 C TIOMOIIBIO TJIOMUHOMETPA ITPOBOIMIICS
TOJIBKO T€X 00pa3L0B C MOBBIILIEHHON aKTUBHOCTBIO KDK,
U3MEpPEeHHOM 1o MeTomy hoTokacceT [9].

B Awnteepniene B 1979—2003 rr. OpL10 0OCHIEemoBa-
HO 281 214 HOBOPOXIEHHBIX MAJIBUMKOB, ¥ 51 U3 KOTO-
PBIX OTMEYAJICS IIEPCUCTUPYIOIUMIA BBICOKMM YPOBECHb
akTuBHOCTU KDK-MM (BBILIE 500 ME/N), a y 42 Maib-
ynkoB ypoBeHb KMK-MM 0bl1 MOBBILIEH TPAH3UTOPHO
U He TIOATBEPKIEH MPU MOBTOPHOM TecTupoBaHuu. Kpo-
M€ TOTO, OTMeYaeTcs, 4To 2 Majibunka ¢ MJIJI 66utn rmpo-
ITyIIeHBI TPY TTpOBeAeHUM cKprHUHTA [10].

Pesynwrarel mutotHoro npoekrta mo HC Bo ®paniun
OBUIM MpeCTaBIeHBI Ha 3aceJaHnK pabodeii rpynmbl EBpo-
MEeMCKOro HEPBHO-MBIIIIEYHOTO IEHTPA U 3aTeM OOHOBJICHBI
D. Bradley u E. Parsons B 1M4HOI1 TIepenmcKe ¢ UCCleaoBa-
TEJISIMU, OTBETCTBEHHBIMU 34 TIPOBEICHNE CKPMHIHTA: BCE-
ro B 1975—1996 rr. 6b110 o6cnenoBano 434 461 HP, u3 Hux
y 89 mapunkoB ObuTH BeIsiBIIeHBI MIJI/MB [11, 12].

OnovH W3 caMbIX UIMTENIBHBIX MPOCKTOB CKPUHMHTA
Ob11 poBenéH B Yanbce (¢ 1990 mo 2011 r.). Beero B na-
GopaTtopuio noctynuio 369 780 oOpa3LoB MHATEH KPOBU
HOBOPOXIEHHBIX MAJIBUMKOB, M3 KOTOPHIX ¥ 145 00pa3iion
OblTa BBISIBJIEHA MOBBIIEHHasT akTUBHOCTE KDK. Tna-
rHo3 MJ1J] 6bl1 moaTBepXaEH y 56 mauueHToB, a 10 me-
teit umenu MJAB wnu npyrue nucrpodun. Kpome Toro,
y 13 pmereii, HecMOTpPsSI Ha oTpuLIaTeNbHBIN pe3ynbraTr HC,
BriocjieACcTBUMY Ob1a BhigsBiaeHa M/ [13].

K 2012 r. Bce ykazaHHBIE POTpaMMBbI, KpOME CKpPH-
HUHTa B AHTBepIIeHe, OBLIM TpeKpamieHbl. Y3IbcKasi/
AntBepnieHcKast moaeab HC TpeboBaia mOBTOPHOTO aHa-
JIN3a BEHO3HOI KPOBM 4epe3 HECKOJbKO Hemelb ITOoCie
POXIEHMS, YTO OTPAaHUYUBAIO €€ IPMMEHEHNE B CTpaHaX
C MEHEE LEHTPAIM30BAHHON CUCTEMOM 30PaBOOXPAHEHUSI
[14]. Kpome Toro, onpeneneune aktuBHOCTH KDK B cyxmx
IISITHaX KPOBM METOIOM (PIIyOpECIIEHTHOTO aHaJI13a orpa-
HUYEHO BIUsIHUEM 3HAOreHHOro AT® u MalibiM 00bEMOM
BIIIOMPYEMOTo 00pasiia, YTo TPeOYeT IMOBBIIICHHON YyB-
CTBUTEJIBHOCTU MeTona [3].

IMocnenHuii TUIOTHBIA TIPOEKT C MPUMEHEHMU-
eMm ¢dmoopomerpun (03 MPUMEHEHUSI MMMYHODIIYyO-
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peCclLieHTHOrO aHaim3a) ObL1 mpoBenéH B mrtare Oraiio
n 3aBepmieH B 2012 r. B xome uccnenoBaHus MyTaliuu
reHa DMD (oK30HHBIE IeJelIMKM) OBUIM OOHApPYKEHBI
y 6 u3 37 649 HP myxckoro mosa (KaXablii 13 KOTOPbIX
umen yposenb K®K > 2000 E[I/1). ¥ 3 HP ¢ ypoBHeM
K®K > 2000 EA/n anomanuu reia DMD He ObLiu 00-
Hapy>XeHbI, IIPU 3TOM ObLINA BBISIBIEHbI MYTallUU T€HOB
DYSF, SGCB n FKRP, 00yclIOBIUBAIOIINX TTPOYNE AVC-
Tpodun KoHeuHoCTeM [14].

UmmyHognyopecyenmHelli aHanus

CrenyioluM 3TaroM pa3BUTUS cKpuHMHra Ha MJIJI
cTajia pa3paboTka creunduyeckKoro Tecta Ha akTUBHOCTD
K®K-MM B cyxux MaTHaX KPOBU Ha OCHOBE MMMYHO-
dnyopecuenTtHoro aHanuza (MPA). IIpuMeHeHune gaH-
HOT'O TeCTa IT03BOJIMJIO CEJICKTHBHO OLIEHUBAThb YPOBEHb
K®K-MM B nigTHaxX KpOBH, YTO YJIYUYIIHAIIO YyBCTBUTEIb-
HOCTb ¥ CIIELU(PUIHOCTh TECTUPOBAHMUSI, a TAKXKE I103BO-
JIMJIO CTaHAapTU30BaTh OLIeHKY ypoBHsI KDK cpenn Bcex
PETMOHOB, OPraHM30BaBIINX CKPUHUHT.

J1s1 OLleHKM YYyBCTBUTEJIBHOCTU M CHELU(PUUHOCTU
TecTa ObUIO ITPOBEIEHO UCCICIOBAHKE B IBYX MOMYJISIIUSX:
CIHA u Januu. Pe3ynbraThl CKpUHUHTA Ha 719 apXUBHBIX
obpasuax mateH kposu HP B CIIA nmoxaszamu 100% uyB-
CTBUTEJILHOCTD T€CTa, B TO BpeMs Kak B JlaHWUU 110 pe3yJib-
TaTaM TeCTHMPOBAHMS OBUIM BBISBIEHBI 15 3 16 00pa3iion
oT manbuukoB ¢ MIIJI [3].

3a mocaegHue 5 JeT B HECKOJbKMX PEeruoHax ObLIv
WHULMUPpOBaHbI ToTHBIE npoekTel HC Ha MJIJ ¢ uc-
MOJIb30BaHUEM JAHHOTIO TECTa.

Tak, B Hpio-Mopke mporpamMma TMHUIOTHOTO TECTH-
poBaHus ObUIa 3almylieHa B okTsaope 2019 r. B coTpyaHu-
yectBe ¢ CeTbhlo TpaHCISILIMOHHBIX McciaenoBaHuit HC
(Newborn Screening Translational Research Network,
NBSTRN), poauTelbCKUM COOOIIECTBOM U IITaTOM
Hrlo-Mopk. TMo pe3yabsTaTaM [BYXJIETHETO MUIOTHOTO
MpoekTa ObUT ITpoTecTUpoBaH 36 781 pe6GEHOK. Pesynbra-
Thl CKpMHMHTIA Pa3Ae/IsIMCh HA TPY TPYIIIBI: HOpMaJIbHbIE
sHayeHust KOK-MM (36 445 neteit), morpaHUYHbIE 3HA-
yeHuss KOK-MM (296 nereit) u 3HaueHuss KOK-MM,
MpenBapuTesIbHO COOTBETCTByIOIIMEe auarHosy M/
(40 neteit). ITocyie mMOBTOpHOTO aHaAM3a pe3ybTaThl 2 Je-
Teil TakKe ObUIM OTHECEHBI B TTocieaHIow rpyny. I1o pe-
3yJIbTaTaM T€HETUYECKOro 00CIenOBaHMs Y 4 MaJb4MKOB
ObLIM OOHApYXEHBl ACACUUM WIM OYIUIMKALUM B TEHE
DMD, coorBetcTBytomue M/ unu MIIb, a Takke BbISIB-
neHa 1 geBouka-HocutenbHuua MJIJ [15]. 1o pesynbTa-
TaM 3-JIeTHEro nepuona u3 npubausuteasHo 650 teic. HP
y 34 neteii ObUIO BBISIBJICHO 3a00JIeBaHUE, U BCE OHU ObLIU
HanpaBJieHbI B ClIEIMAIM3UPOBAHHBIN LIECHTP ITOMOIIIU Ia-
LIMEHTaM C HEpPBHO-MBIIIEYHBIMU 3a00J1eBaHUsAMU [ 16].

B CeBepHoit KaponuHe no pe3ynbraTaM aHalu-
3a 13 354 HP ¢ nmomompio aHamuza KOPK-MM 6bL10
BoIsgBIeHO 84 HP ¢ moBbimeHHbIM ypoBHEM KDOK-MM.
ITo pe3ynbTaTaM I'€HETUYECKOM MTUATHOCTUKU U M3MEpe-
Hus akTuBHOCTM KDK B BeHO3HOI KPOBU OBLIN BBHISIBIIE-
HbI 2 MaJIbUMKa C TTaTOTeHHBIMU BapuaHTaMu B reHe DMD
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1 1 MaJbyMK C ayTOCOMHO-IOMHWHAHTHBIM IaTOT€HHBIM
BapuaHTOM B 1pyrom rexe [17, 18].

AHaJIOTUYHBIE TTPOEKTHI 0 U3MEPECHUIO aKTUBHOCTHU
K®K-MM npu nomounin MPA ObLIM MHALMKPOBAHBI
B npoBuHLMAX YxouzsaH, ['vaHwkoy, XsHaHb u HuH-
cs1-XyaiCKOM aBTOHOMHOM paifoHe B Kurae.

B r. Xanwkoy (rmpoBuHIIMSA YXKAII35H) COTIACHO ITH-
JIOTHOMY HccienoBaHuio Ha 18 424 o6pa3loB BHICYIICH-
Hoii KpoBu HP 0b110 BBISIBIIeHO 13 00pa3110B ¢ TTOBBIIIEH-
HbIM 3HaueHueM KDPK-MM (6onee 700 HI/MJI B KpOBH),
M3 KOTOPBIX 4 clydast ObIIM Kaccu(UIMPOBAHbBI KaK MUC-
TUHHO-TIOJOXUTeIbHbIC ciydar M/ [19].

B I'vaHuxxoy B KauecTBe ITOPOTroBOro 3HaUYeHUsI aKTUB-
Hoctn KDOK-MM Ha nepBoM 3Tane CKpUHUHTA yCTaHaB-
nuBanochk 3HaueHue 800 Hr/Mia. B mporecce cKpuHUHTa
obLT0 MccieqoBaHo 62 553 HP, B Tom uncie 44 268 maib-
yukoB U 18 285 meBouek. Ilo pe3yabratam IepBUYHOTO
aHaim3a BeICOKHM ypoBeHb KDPK-MM Obl1 0OHapyKeH
y 164 4enoBek, IO pe3yjbTaTaM IOBTOPHOIO TecTa —
y 6. Bcero 1o pesyiabTaTam aHain3a ObIJI0 BBISIBJIEHO 4 ci1y-
yag M, em€ y 1 pe6€HKa HalIeHO Ipyroe MBIIIEUHOE
3aboneBanue [20].

B Xsnane no pesynpratam aHannza KOK-MMy 13110
HOBOPOXIEHHBIX MaJbYMKOB OBLIO BBHIIBICHO 3 Ciaydast
MM, Bce o umenu ypoBeHb KOK-MM > 600 Hr/mi
[21].

Ilo pesynbrataM nwiaoTHOro IipoekTa B HwuHcs-
Xya3iCKOM aBTOHOMHOM paiioHe, mpoBeaéHHOM Ha 10 ThIC.
HP, 65110 3apeructpupoBaHo 10 ciydyaeB ¢ aKTUBHOCTBIO
K®K-MM > 468,57 Hr/mi, U3 HUX Y 2 MalLMEHTOB ObLI
noarBepxknéH nuarHo3s M/ [22].

B TaiiBane namepenne KOK-MM npoBoauian Tpex-
kpatHO: y 50 572 HP O»nlna mpoBeneHa olleHKa KOHIICH-
tpauun KOK-MM, B cpenHem B Bo3pacTe 3 THEM, MTOBbI-
meHure ypoBHs KDOK-MM (Bbiie 750 HIr/MI Uil TOHO-
IIeHHBIX geTteid u 650 HT/MIT 11 HEIOHOUIEHHBIX) ObLIO
BoisiBieHO Y 1,2% HP. Ilo pe3yibTataM ABYX IMOBTOPHBIX
W3MEpPEeHU ObUIM BBISIBIICHBI 3 MALIMEHTA C TIOBBIIIICHHBIM
ypoBHeM K®K-MM, 1ipu 3TOM Haau4yue MyTalllii B reHe
DMD 6b1510 IOATBEPKIEHO Y BeeX 3 manuueHToB [23].

[MoMuMo yaydiieHUs TPeABAPUTEIILHOTO 3TaIla CKPH -
HUHra — onpenenaeHus yposHs KOK B kpoBu, coBepieH-
CTBYETCsI TeHeTu4YecKasl JMarHocTuka 3abosieBaHusi. Tak,
B 2021 r. B CIIIA BHeapuiu nporpammy no HC MJIJI,
npennoaramiy onpegaeineHne aktuBHocth K®OK ¢
ITOMOIIBIO BBIMICONTUCAHHOTO UMMYHOMIYOPECIIEHTHO-
ro TecTa, IOCJeIOBaTEIbHOE TapreTHOe CEKBEHMPOBa-
HHUe clienylouiero mokoneHus (targeted next-generation
sequencing, tNGS) 1 ITOJTHOZK30MHOE CEKBEHUPOBAHHE
(whole-exome sequencing, WES). Anaimmz tNGS/WES
00BemMHSICT B cebe CIIOCOOHOCTh OOHApYXMBaTh Kak
TOYEYHblE MYyTallUM, TaK U AEJeLUWH/AYTUIMKALMU TeHa
DMD. B teueHue 3-MecsayHOTO mnepuoaa ObLIMA MpoaHa-
Jm3upoBaHbl 1379 o6pa3ios, y 29 U3 KOTOPBIX OBLI 00-
Hapy:eH noBbieHHbIA ypoBeHb KDK, nmpu aTom 1o pe-
3yJIbTaTaM IeHETUYECKOTO aHAI3a HU Y OTHOTO MallieH-
ta M1 He ObLTa BeISBIEHA [24].

237

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(4): 234-246



HEBPOJTIOTMYECKNWN XYPHAJT umenn J1.0. BAAANIAHA. 2025; 6(4): 234-246

https://doi.org/10.46563/2686-8997-2025-6-4-234-246

0630p

€€ *dwd bH ‘w1 19hnrgpw anHaxrogod||

[sz L] 1483
[11] vI'T
[9] 00°0
[s] 00°1
(surogmau
sHTE 000°0T 1od)
101 QoUd[BAIJ
S (dH
hoIo 019 ()| BH)
" 4LOOHHQH
-ediooduoed

B/N
/H

e/N
/H

e/N
T/H

S9sBD
QAT)ESOU
as[ey Jo
IoqunN
49BhAID
XI9H
-qrrorenud
-LOOHXOIf
OLOUF,

061

68

(S1qerreae
§))
sased (JING

pue JINd
PAWLITJU0d

Jo raquinN
(X19HHRI
MWhUICH

udu) g

1IN

gOBRAILD
XIIHHQI
-xdogLron
OIIOUE

AuAnde aseunjoydsoyd aunealtd uo paseq AydoasAp sejndsnw 13xdag pue AydoasAp sejndsnw auuayong 10) sweiboad Guiuaaids yojid jo synsay

SOX
ey

e/N
T/H

SOX
ey

SO
eyy

(93e18
Aue je poojq
SNOUA
Ul paInseawt
D sem
jgolele
€1 WOQOILl
eH ngod
VIOHEOHd
LD (0D}
QuHadoWen
W1 90010
-urogody |

19geHmIoPpI0PpHMLEIdM NLDOHENLYI® MMHRIOHDO BH gV 1 [N oinHawasIaa ou wwediodu XiagolHMHUAND XIGHLOUMU I91e19UAEDdd

®/N
/H

e/N
T/H

0¢

SISA[eue JuddsaJon|y
EUI'BHE MIIHIHIMIAAOALI

sisougerp
onoua3
‘Asdoiq
Q[osnA
EMULOOHIRUT $81
BeNO
-OhMLOHAI
‘BUOLIONQ
BRHhIIII A
¥/N e/N
I/H 1/H
Asdoiq
Q[osnA
BUOLIONQ 0
BeHROIMII A
Asdoiq
JrosnA
BHOLIOUQ 4
BRHRhIIII A
(SyuouaInseaw
Jeadar Surpnjour
‘sagess [1e)
S3[nsa1 SUTUAIOS
poyow :
uo paseq sjuaned
onsougerp P~
AI0o1RUWLIIIUOD) POLHUOP!
Jo JoqunN
DIULO
(BuHIdoWEM
-OH.IBUT
JigHdorgon
v BehOIINIE
-orerkdodr .
dOLIBLE X09)
-Irou
Yoo BIHUHUAND
N WererdrAead
Ol 0LHOUTIELI
XIIHHOIgB198
OLOUF,

SIsA[eue
[eniur ux
D PAJeAdd
m sojdues
Jo roquunN
QENIBHE
WOHRhHEdIL
ndu
INOMHOhEBHE
WIIH
-HOII9E01 O
godu o1roup,

1/0 00€
/4N 00€

1/Nn01¢
/4N 012

1/0 00
/4N 00%

ds 0t £q Surpeadxyg

0D
() BH ouHamagad] |

D Aq Suruaaros
[e1BUOAU JO 33.)S
SUTUL3I0S 1SI1J AY) 10J
an[eA ploysaIyl D
DH eleLe oxogdann
BI'T Y] SUHIhBHE
2049010dO[ |

syuow 9
031 dn shog
9N 9 O
WDIMhALRIA]

skoq
UIOQMAN
VDIMRAIBIN
QIIHHQIIK
-odogoH

SjuejuI
UIOGMIN
dH

skoq
UIOGMAN
MUhIIBN
QIIHHQIX
-odogoH

uonemdod
Jo81R],

BUTNBIALION

Bedard|

000 LES

19v vy

€0LC

000 0T

Pa1sa}
so[dwes

Jo IoqunN
godII X19n
ReTNIG) [60)

OIUE

110T—LL61

9661—5L61

0861—9L61

6,61 —T/H

porrad awr ],
BUHITod0dIT

BWadg

AUBWIdN) JSOM
BUHEWAO |
BRHITRLIRE

JouRIq
‘sady-auouy

BUIHed @
‘M9 -BHOJ

wopSury|
payury
‘ysmquipg
BUH
-erudoomuirog
‘1dAgHnIE

pUB[BIZ MIN
‘PuE[YHON
pue pueppny
BUTHRLAE
BedoH
‘rHarldoy

M THAIRIQO

uoneso|
BUHOTdodI
OLOIN

Reviews

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(4): 234-246

0
on
(@]



HEBPOJTIOTMYECKNWN XKYPHAJT umenn J1.0. BAAANIAHA. 2025; 6(4): 234-246

https://doi.org/10.46563/2686-8997-2025-6-4-234-246

0630p

b€ “dwd bH ‘W 19hnrgpw anHaxrogody|

[o1]

6]

8]

ERlie]
-19J0y
SIUH
-hOLO||

88°I

L9'1

L9'1

(surogmau

000°01 1od)
dougeAdld

(dH
‘014l ()] BH)
9LOOHHQH
-ediooduoed

C IS
e/N ¢
T/H
e/N ¢
/H
(S1qeqreae
n
(el o} mowMu andg
QATIESoU puE dNd
: POWLIIJUOd
Js[ey Jo
Jo IoquunyN
19qUINN (XI9HHET
moMM\M_mo VUhUIEH
-qrrarenud ndu) 9N
-LOOHXOIr U
orrou 49BhAID
h XI9IHHQI
-xdogLron
OLOUR

SOx
eyy

SOX
ey

SOX
eyy

(93e18
Aue je poojq
SNOU2A
Ul paInseaw
AD sem
(doueLe
€M WOQOII
eH ndod
VIOHEOHd
D [0)|
QuHodIWeEN
WIr 90010
-urogody |

sisougerp
onouad
‘Asdoiq
JrosnA
EMULOOHIEUT IS €6
BEMO
-OhMLOHAI
‘BUOLIONQ
BRHRhIIMII A

(q0d
Xa[dnnuu)
Sunsdy
onouas
‘Asdoiq
J[OSNIAL
(dT1LIw)
EMULOOHIRUT
BENO
-QhMLOHAI
‘BAJLIONQ
BERHRQIMIG A

(Bumolq
wIdYINoS)
3unse)
J1oud3
‘Asdoiq
JposnIAl
(IHUL
-Lorrg-Hdog
-KeD)
BMULOOHIBUT
BeMD
-OhULOHAI
‘BUOLIONQ
BEHhOIMII A

®/N
I/H

(SyuouaInseaw
Jeadar Surpnpour
‘sagess [1e)
synsar SuTuaAIdS
uo paseq sjuaned
paynuapl
Jo IoqunyN
(BUHIdoWeN
drgHdorgon
BBhOIINIE
‘dolreLe Xd04)
BIHMHUANO
WererdrAead
Ol §OLHOUITRIT
XIYHHOIgBI9d
OLrOU |

SISA[eue
[ETIHUT
D PareAdd
Um sordues
Jo Ioquunn.
QENIBHE
WOHRMEdII
udu oy
INOMHOhEBHE
WIH
-HOII9E0M O
9godII OIrou

poyjowr
onsougerp
AI0ojRULIIIUOD)
UL
-OHIRUT
VIQII
-orerxdodL
-Tou
TOLIN

T1/0 008
/4N 00S

1/ 00€
/4N 00€

®/N
I/H

D Aq SuTuR3I0S
[eJeUOU JO 23.)S
SUTUQIDS 1S11J AY) 10§
an[eA ploysaryl D
DH euelLe otogdon
BI'T Y D] QUHIhBHE
2049010dO] |

skoq
UIOGMAN
VDIMRIIBIN
QIHHQIK
-odogoH

skoq
UIOqMaN
WDIMRILBN
QIIHHQINK
-odogoH

skoq
UIOGMAIN
MMUhIIRN
QIHHIIK
-odogoH

uonemndod
Jo81e],
BUTBIALION
BedoLd]

wni3g
‘dromuy
V1T 18¢C €00T—6L61 BH19Kaq
‘HoUdodLHY
(Suruaa1os
Jeuoneu)
snidAD
¥100€ L661—C661 (IHMHUAO YI9H
-4IrRHOUITRH)
diry]
BpRURD
. ‘@QOJTUBRIA
000 81 L00T—9861 erreney|
‘BQOLMHBIAl
Pa1sal
so[duwes
0 QNN pouad awr ], uoneso|
J BUAHITdod1I BUHOTg0d1I
e BWad 0139
-9A1a1r0U dq N
OLOUF,

239

Reviews

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(4): 234-246



HEBPOJTIOTMYECKNWN XYPHAJT umenn J1.0. BAAANIAHA. 2025; 6(4): 234-246

https://doi.org/10.46563/2686-8997-2025-6-4-234-246

0630p

g€ *dwd H ‘w> 19hnrgpw anHarogod||

[s1]

[¢1]

[er]

Ud
BEIEN
SIUH
-hOLOY]

60°1

6S°1

(surogmau
000°01 Jod)
QoUQ[BARI]
(dH
*O14L ()] BH)
9LOOHHQH
-ediooduoed

B/N
/H

e/N
T/H

€l

$9Sed
QAT)ESOU
as[ey Jo
JoqunN
gOBRAILD
XI9H
-qrrorenud
-LOOHXOI
OLOUF,

19

(S[qeqreae
)
sosed QING
pue dNd
PoWLIJUOD
Jo Joquunn
(XI9HHEY
MUhUIEH
ndu) g
u TN
gOBhALD
XIIHHQI
-xdodLronu
OLOUF

SOX
ey

ON
LoH

SOX
21

,o9e18
Aue 1e poo|q
SNOUQA
Ul paInseawt
O seM
jgolele
€1 WOQOIL
BH Mgod
VIOHEOHd
LD (O]
ouHodoWen
M1 9001
-urogod] |

(SON
‘U0110919p
uonesrdnp TW/3U 0661 01
Tw/3u 166 woy
/uonafap) :U01dJ[[0d
mMMMMM_u d[dures Jo awin 9y}
Amm.VZ Srerin 7h ogc je omm\:o Surpuadop
-mﬁ:aabu UW/IH 0661 OF
I'W/IH [GG LO
o“_ MMHMMMMV ‘eneedgo BULBEd
LHOWON BH eLoedeod
BMULOOHIEUT
L0 ULOOWHOUERE g
BeMO
-ORMLOHO |
SISATeUR JUIISIION[JOUNIUI]
EUI'EHR MITHLHIMOAd0A1r(hOHAWI]]
sjods
POO[q palIp
uo (Vd'1IA)
3unso) Ir/qIN 0SL
plik]liTg) e/N p—¢ oseyd
ugod: w/H 9Ly Ir/4IN 009 T dseud
XBHLEL /AN 0SL :H—¢ eeed
eH (VdTIA) Ir/4IN 009 ‘T beed
EMULOOHIBUT
BeNO
-OhMIOH |
sisouserp
onouag
‘Asdoiq
JrosnA
EMULOOHIEUT 99 <7l mv\m J\%MMN
BEMO
-ORMLOHAI
‘BADLIONQ
BRHRIIMII A
(SyuouaInseaw
Jeadas Surpnjour
‘sagess [1e) sIsA[eue
poyow S$)[NSaI SUTUIIOS [enur ur
onsousgerp uo paseq sjuaged 33 pareAd[d D Aq Sutudards
AlojeuIyuo)) PoYHUAP Wi sojduwes [erRUOQU JO ITe)S
Jo JoqunN Jo roquuny
UL SUTUA9IIS JSIIJ A1) JOJ
ORIEHT (BUHodaWen QEUIBHE S07EA PIOYSOIY) XD
digHdoLgO1 WOHhMgdoN
Yol KEROINIE A DH eueLe oxogdann
-oremkdodL . BIT YD SUHOhBHE
o dOLBLE X309) INOUHOhBHE 20801040 |
To10Jy BIHUHUAND WI9H
WereLdrAead -HOIIIYEO1I O
Ol 0LHAUITBLl  QodlI OIOU |
XIIHHOLGBI9d
OIU|

SjuejuI
UIOGMAN
dH

skoq
UIOGMIN
MUhIIBN
QIIHHQIK
-odogoH

skoq
UIOQMAN
DIMRIIBN
QIMHHQINK
-odogoH

uonemdod
jo81e],
BUIBLALIOL
Bedalrd|

18L9¢ 1202—610¢
619 LE 1102—L00¢
0LT €p€ 11020661
PoIse}
so[duwes
0 JoquInN pourad awr |,
J BUHATdgod
godIr XI9n Knod
BETNIE) ) 4
OIOU |

VSN SHOA MON
VIIIO
“idopj-oi9H

VSN ‘oo
VIIIO ‘oueI0

wopsury|
PaNu) ‘SArep
BUH
-endoodurag
oqIref

uonedo|
BUHOTdod1I
OLO9N

Reviews

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(4): 234-246

240



HEBPOJTIOTMYECKNWN XKYPHAJT umenn J1.0. BAAANIAHA. 2025; 6(4): 234-246

https://doi.org/10.46563/2686-8997-2025-6-4-234-246

0630p

*9€£Z *dwd bH ‘W1 19hnrgbw anHaxLrogody|

®,
[ozl ¥9°0 Q“W
®e
1] AN u“m
e
[¥el 00°0 dwm
®
(sl 0S°1 n“m
SasBD
(surogmau QAT)ESOU
HE 000°01 1od) 9s[ej Jo
_ JoudeAld oquinN
WMWMM (dH 4OBhAID
hold *O19L ()] BH) XI9H
" 9ILOOHHQH  -qrarennd
-ediooduoed -LOOHXOIr
OIrOU |

(s1qe[reAe
m
sased QNG

pue dNd
PIUWLITJUOD

Jo roqunN
(XI9HHET
MVhWAI'EH

udu) g

TN

49BhAID
XI9IHHQI
-xdogLron
OLOUR

SO
g

I/H

ON
IoH

SO
eyy

(93e18
Aue je poojq
SNOU2A
Ul paInseaw
AD sem
(doueLe
€M WOQOII
eH ndod
VIOHEOHd
D [0)|
QuHodIWeEN
WIr 90010
-urogody |

(Sam
‘VdTN)
sisougerp
blikliETg)
(Sam 9
"VdTIN)
BIULOOHIBUT
B0
-OhULOH |
sisougerp
bliklieTs)
BIULOOHIBUT €1
B0
-QhMLOHA |
(Sam
— SON)
sisougerp
hliklikTg)
(Sam 6¢
— SON)
BIULOOHIBUT
B0
-OhULOH |
(SON)
sisougerp
blik]liETg)
(SON) 8
CIULOOHIBUT
Bed0
-QhULOH |
(SyuouaInseaw
Jeadar Surpnpour
‘sagess [1e)
S3nsa1 SUIUAIOS
poylow :
uo paseq sjuaned
onsougerp A
AI0ojRULIIIUOD) POLHUOP!
Jo oqunN
DINLO
(BUHIdoWeN
-OHIBUT
sigHdo1g01T
Yo Behoilnid
-orerxdodl .
dOLIBLE X09)
-T7o11
- BIHUHUDMO
N wereldrAead
OILI 90LHIUTIRII
XITHHOIABIId
OLOUF,

¥91

€l

®/N
/H

(44!

SISA[eue
[ETIHUT
D PareAdd
Um sordues
Jo Ioquunn.
QENIBHE
WOHRMEdII
udu oy
INOMHOhEBHE
WIH
-HOII9E0M O
9godII OIrou

[w/3u 008
ITN/JH (008

[ur/3u 0L
IN/IH (0L

SA0q 10§
— Tw/3u 0801
S[113 10J
— Tw/3u 866
GOMUhIIBIN BIT

— IN/IH (801
SOhO9N BI'T

— IIN/IH §G6

Tw/3u 9z9[ 03
Tw/3u 09¢
WOl :UOI}I9[[0D
gduwres jo awin ay)
Je Jy3rom Apoq pue
a3e uo urpuadoq
I'N/IH 79| oI
N/ TH (9¢
Lo :eneedgQo BULBED
LHOWOW BH BIAL
19908 U eLORdE0d
LO ULOONHMOMERE g

D Aq SuTuR3I0S
[eJeUOU JO 23.)S
SUTUQIDS 1S11J AY) 10§
an[eA ploysaryl D
DH euelLe otogdon
BI'T Y D] QUHIhBHE
2049010dO] |

sjuejur
UIOGMIN
dH

skoq
UIOGMAN
MMURIIBN
QIIHHQIX
-odogoH

Sjuejur
UIOGMIN
dH

sjuejyul
UIOGMON
dH

uonemndod
Jo81e],
BUTBIALION
BedoLd]

€669 610C—610¢
¥y 81 L10T — /1
6LE | [20c—1¢20¢
PSe €l ¢e0T—0¢c0¢
Pa1sa}
so[duwes
P — potrad awr |,
J BUHAIdod
godII Xx19n knad
BTN IG) [(a) 4
OIrON |

e
‘noyz3uenn)
eLmy|
‘AOXhIHEA |

eury) ‘Suerfoyz
yeLmy|
‘HBETIEX R

VSN ‘uoisog
VIIID ‘HOLd0g

vsn

‘eurjore) YMoN
VIIIO
‘eHuIrodey|
BeHdada)

uoneso|
BUHATdod1I
OLOIN

241

Reviews

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(4): 234-246



HEBPOJTIOTMYECKNWN XYPHAJT umenn J1.0. BAAANIAHA. 2025; 6(4): 234-246

https://doi.org/10.46563/2686-8997-2025-6-4-234-246

0630p

*9[qe[reAe Jou — e/u ‘(Surouanbas awoxa Ajoym) SHA :(Surouanbas uonerauas jxau) SON :(uonesjidwe aqoid juap

-uadop-uonesi| xa[dnnu) yJ TN ‘BOLIdUY JO S2)BIS pajiu — VS ‘eseunjoydsoyd auneardo — 3D ‘uondear ureyd aserdwAijod xaidnnw — YO Juw AydoxsAp renosnw 10y00g — N ‘AydonsAp remosnw auuayon — N “SION
XI9HHEI 1OH — II/H {d0IHOE XI9HHRAOdMINL BUTTeNU(PULITLINE BRHOMAULIMLILAN — (uonedyijdure aqold juapuadap-uonedi| xoidnnuw) VJTIA ‘BUIead BeHLIN BRHERdOWHIOU BRHONIIIULIIAN — JTT[[N “duHehWud] |

[€z]

[1el

4d

Ud
-19J0Y
SIVH
-hOLOJ]

650

6C'C

00°¢C

(surogmau
000°0T 1od)
QoudeAdld
(dH
*O14L ()] BH)
9LOOHHQH
-ediooduoed

B/N
/H

®/N
/H

e/N
T/H

S9SBD
QAT)ESAU
as[ey Jo
JoqunN
gOBRALD
XI9H
-qrrorenud
-LOOHXOI
OLOUF,

(S1qerreae
§))
sased (JINY

pue ANAd
PAWIUOD

Jo JoquunN
(XI9HHEY
UUhUIEH

ndu) g

u TN
gOBRAILD
XIIHHQI

-xdogLron

OLOUF

SOX
ey

SOX
eyy

SOX
ey

(93e18
Aue Je poo[q
SNOUQA
Ul paInseawt
O sem
jgolelre
€1 WOQOIL
BH Mg0d
VIOHEOHd
LD (O]
QuHodowen
M1 9001
-urogody |

(sam)
sisougerp
onouen)
(sam) €
BMULOOHIBUT
B0
-ORMLOHO |
(SON
‘Vd'IN)
sisougerp
bliklieTs)
(SON €C
‘Vd'IN)
BMULOOHIRUT
Be0
-9RMLOHO |
(sam
‘VATN)
sisouserp
blikliels)
(Sam o1
‘VATN)
BIULOOHIRUT
B0
-ORMIOHO |
(SyuouaInseaw
Jeadar Surpnjour
‘sagess [[e)
S3[Nsa1 SUTUSIOS
poyjow
uo paseq sjuaned
onsousgerp I
AlojeUIyuO)) PoLHUSP!
Jo JoqunN
ALY
(BUHodaWen
-OHJIBUT
QiIgHdorgo
ot BehOII|
-orerxdodl .
dOLIBLE X09)
Bi(o)it
To10Jy RIHUHUAND
WeleldrAeod
Ol 4OLHAMTIRL
XIIHHOLdBI9d
OLOUF,

€9

LT

0l

SIsA[eue
[entur ut
D PareAd[d
m sorduwes
Jo IoquinN
QEUIBHE
WOHhMgdoN
D ()]
IWOMHOREHE
WISH
-HOMI9901l O
9od1I OIrOU

sjuejur wisyerd 10§
— Tw/3u 059
SJUBJUT WISY-[[NJ JOJ
— Tw/3u OGL
HOLOY XI9H
-HOIMMOHOYQH BIfT
— ITW/IH (059
7o1r
XITHHOIOHOY KL

— IIN/IH G/

[w/3u gLy
IN/IH T/

[w/3u £G°89%
IIW/IH /G°89Y

D Aq SutudaIos
[ejeUOU JO 33e)S
SUIUQIDS ISI1J AY) 10
an[eA ploysaiyl 3D
DH euelLe otogdan
BI'T Y D] SUHIhBHE
9049010dO[ |

SjuejuI
UIOGMIN
dH

sAoq
UIOQMAN
MMUhIIRN
QIIHHQIIK
-odogoH

skoq
UIOQMAN
VDIMRIIBN
QIIHHQIX
-odogoH

uonemdod
jo81e],
BUIBLALIOL
Bedalrd|

CLS 0S 120C—1¢20T
OIT el 6102—610¢
000 0T 120C¢—120¢
PaIs9}
so[duwes
0 JoquInN porrad awr .
J BUHATdodU
godIir XI9n Knod
EETNIE) [6) 4
OIOU |

uemIe
qHEIHE ]

BUIYD ‘UBUOH
YRl ‘9HBHEY

BUIYD) ‘UOISY
snowouo)ny
InH eIXSuIN
Houed UI9H
-IWOHOLEE UMD
-UEAX-BOHUH

uonedo0|
BUHOTdod1I
OLO9]N

Reviews

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(4): 234-246

242



HEBPOJIOTMYECKUI XKYPHAIT nmenu 11.0. BAOATIAHA. 2025; 6(4): 234-246

https://doi.org/10.46563/2686-8997-2025-6-4-234-246

CBomHast nH(MopMaIIUs 0 BceX HAMIEHHBIX IMUIOTHBIX
IporpaMMax npuBeeHa B Tadamne. PacripoctpaHéHHOCTD
MIA Ha 10 TeIC. AeTeil mo pe3ynabratam mporpamMm HC
MpeACTaBIcHa Ha PUCYHKE.

Mpoyue ckpuHUH208bI€ NPO2PpaMMbl

ITomumo ckpuHUHTOBBIX porpamMM HP 1151 BoisiBiie-
Husg M1 mpoBoauIvCh MUJIOTHBIE ITPOEKTHI MO U3MEpPE-
Huto ypoBHs K@K y ngeTeit Jo1koapHOro Bo3pacra. Tak,
B 1986—1987 1T. B Yajbce ObLIO MPEAI0XKEHO TECTUPOBATh
MaJIbYMKOB, KOTOPbIE HE MOIYT CAMOCTOSITEJIbBHO XOIUTh
K 18 mec, Takum 00pa3oM ITOBBICUB BO3pacT CKPUHMHTA
M0 CPaBHEHUIO C CYIIECTBOBABIIMM B TO BpeMsl B Y3Jib-
ce ckpuHuHrom HP. OpmHako CKpUHUHI TPOIUIM Me-
Hee 50% HexomsYnX MaJbYMKOB (IT0 pe3yJibTaTaM aHajau3a
BBISIBJIGHO BCEro 2 MalMeHTa), HECMOTPsI Ha 3HAYMTENb-

0630p

HBIE YCWIMS KOMaHIBI TpoekTa. OpraHn3aTopbl IpUILIU
K BBIBOIIy O TOM, UTO C YYETOM IIOJU MaJIbUMKOB, KOTO-
pble He MOTyT XomuTh B 18 Mec (50% oT Bcex malleHTOB
¢ MJI/1), 1 HU3KOTO OXBaTa CKPUHUHTOM B XOJ¢ JaHHOTO
MPOEKTa MOIJIO OBbITh BBISIBJICHO TOJBKO 25% Majlb4iKOB
¢ MJ1J1 cpenu Bceii COOTBETCTBYIOLIEH MOy asiuu [26].

B Atnanre B 2007 1. usmepenue yposHsa K®K mposo-
IWIN Y IeTei, TOCTUTIINX Bo3pacTa 1 rojga, B paMKax Ijia-
HOBBIX OCMOTPOB. Bcero Ob11 mpoaHan3npoBaHbl 264 06-
pasiia, Ipu 3TOM Bce 00pasiibl HAXOMWINCH B IIpeaeiax
HopMasibHOTO pedepeHcHoro mmamnasoHa KPK. Takum
00pa3oM, HajlbHElIIee TeCTUPOBaHWE HE IPOBOIUIIOCE,
U BCE MJIAICHIIBI MYKCKOTO I10J1a MOJyYUIU OTPUIIATEIh-
HBII pe3ynbTaT CKpUHUHTA [27].

B M3panse 661 TpOBENEH MPOEKT IO BbISIBJIEHUIO MY-
Tauuii B reHe DMD cpeay HacesleHUs ¢ LeJIbIO oIlpeeie-

PacnpocTpaHéHHOCTb MbilweyHol auctpodun [lioweHHa-bekkepa no ntoram npoBefEHHbIX CKPMHUHIOBbIX NPOrpamMmm

(Ha 10 TbIC. yenoBek).

Prevalence of Duchenne-Becker muscular dystrophy based on the results of screening programs (per 10,000 individuals).
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HUSI pacnpoCcTpaHEHHOCTU HocuTtenabcTBa MJIJI. I'pynna
n3 12 362 XeHIIMH OblIa IPOTECTUPOBAHA C UCITOJIb30Ba-
HUEM psina reHeTndeckux MeronoB (MLPA ¢ mociemyro-
MM CEKBEHMPOBAHMEM OOJIACTH IIpaiiMepa MpH IOI0-
3peHnu Ha neenuio 1 ak3oHa). [1o pesynpraram ucciemno-
BaHUs y 11 XeHIIMH ObLIM OOHApYXXeHbI MyTallUM B TeHE
DMD, 4T0 COOTBETCTBYET 4acTOTe HOCHTeNbcTBa 1:1374,
MIpY 3TOM O CEMeTHOM aHaMHe3e 3a0oJieBaHUS cOOOIIa-
JIoch TOJBKO B 3 ciydasx [28]. CormacHo 0ojiee TTO3THUM
pe3yabTatamM aHanu3a 6oisiee 85 737 tecroB Ha MJIJI 4va-
CTOTa HOCHUTEJICTBA ObLJIa CKOPPEKTUPOBAHA M COCTaBU-
na 1:1046 xeHiuH [29].

ITNyecKne N NCUXoNornyecKne acneKkTbl
HeoHaTaNbHOro CKkpuHuHra Ha Maa

B mpoliecce coBepIlIEHCTBOBAHUSI TEXHOJIOTUIA ITOCTE-
MEHHO M3MEHSUIUCh M STUYECKUE AaCIEKThl TUArHOCTUKU
M1, npeumyiiectBeHHo B KoHTekcTe HC. Ecnu no mosiB-
JICHUS TapreTHBIX JIEKAPCTBEHHBIX IIPEapaToB, BIMSIOLINX
Ha MPOAYKIINIO TUCTPO(DHHA, KITIOYEBBIM OCTABAJICSI BOIIPOC
0 11e1ec000Pa3HOCTH BBISIBJICHMSI 3a00J1€BaHMs 10 BO3pacTa,
pPAllMOHAJILHOTO IS Hayajla Tepalliyd IIIOKOKOPTUKOCTE-
poMIaMM, TO PETMCTPALvsI HOBBIX TePAIIeBTUUECKUX O
(atanypena B 2014 1., aTerupcena B 2016 1.) cTuMyJiMpoBaia
paszButue nporpamm HC B EBporie u CoenuHeHHbIx LlTaTax
Awmepuku. 1o pesynabrataM orpoca ceMeii, BOCITUTHIBAIOLINX
pe6énka c M1/ (2022 1.), 66110 TTOKa3aHo, 4To 30% pecrioH-
JCHTOB IIPEAIIOWIM ObI IIOTyYUTh AMArHO3 HEIIOCPEICTBEHHO
MOCJIe POXKICHUS TAllMeHTa HE3aBMCUMO OT HaJM4us IO-
CTYITHBIX METOIOB JICYCHMUSI, a ITOJABIISTIONICE OOJIbILIMHCTBO
(93%) BBIPa3MIIO TOTOBHOCTh Y3HATh JTUArHO3 IPU YCIOBUU
cylecTBOBaHUSI 3((MEKTUBHBIX TeParieBTUUYECKUX TOIX0-
JIOB Ha paHHUX cTamusx 3adosneBanus [30]. B uccnenosa-
HuM, npoBeaéHHOM B 2023 1., 80% OIleKyHOB NallMEHTOB
¢ MIJI yka3zaiu, 4To CYMTAIOT YCTAHOBIIEHUE I1arHo3a cpa-
3y T0CJIe POXKICHUST ONTUMAaIbHBIM M COIVIACKJIMCH ObI Ha
nposeaeHre HC mpu ero gocrymHoctu. Cpenu Haubosiee
3HAYMMBIX IPEUMYIIECTB JTOCUMIITOMATUYECKO AMarHo-
CTMKU OHU OTMEYaIi BO3MOXKHOCTh 00Jice paHHEro Havaja
MHOTOIPOGUILHOTO HaOmoAeHusT 3a mnauueHToM (58%),
yJacTre B KJIMHWYECKUX UccaenoBaHusIX (54%), noaydeHue
TICHUXOJIOTMYECKOM TTomuepxkku (56%), moctyn K mHdopmMa-
LM JUTS PENPONYKTUBHOTO TiaHupoBaHus (54%), a Takke
OoJiee CBOeBpeMeHHOE (PMHAHCOBOE TIJIAHUPOBAHUE B CBSI3U
C IMOTpeOHOCTAMU pebéHKa (54%) [31].

Cxoxxue BBIBOJIBI IEMOHCTPUPYIOT UCCICIOBAHMS CE-
Mel ¢ HeCKOJIbKUMU IeThMU, cTpanatrommmMu MIJI: v ne-
Teil MJIAJIIEro Bo3pacTa AMarHo3 ObUI MOCTaBJICH B CPell-
HEM Ha 2 Tola paHbllle, YeM Yy IeTei CcTapllero Bo3pacra,
npuyéM y 27,0% 13 HUX OUarHo3 ObUI YCTaHOBJIEH B Te-

244

yeHue 1-ro roma mocne poxaeHus. [lo MHeHUIO aBTOPOB
HCCIIeI0BaHMs, JAaHHBIC PE3YJIbTAaThl MOTYT OBITH CBSI3aHBI
¢ BHeapeHueM nporpamMM HC 1 comyTcTByOIIMX Ipak-
THK — T€HETUYECKOTO KOHCYJIBTUPOBAHMS, TECTUPOBAHMS
MaTrepeil Ha HOCUTENBCTBO MYTALIMA U TEHETUYECKOU nua-
THOCTUKHU OpaTheB U cecTep [32].

B T0 ke BpeMsI OCTaroTCS aKTyaJIbHBIMU OITACEHUS OTHO-
CUTEJIBHO TTOTCHIIMAIIEHOIO HETaTUBHOIO BIMSIHUSI PaHHEH
IIOCTAHOBKM AMAarHo3a Ha 3MOIMOHAIBHOE DPa3BUTHE pe-
0EHKa 1 oTHOILIIEHUS B ceMbe [33]. OmHako mo pe3ynbpraTam
OTIEJIEHOTO TICHXOJIOTMYECKOTO MCCIICIOBAHUS, TTPOBEACH-
HOTO Cpeay ceMel HeTeid, MOMYIMBIINX MCTUHHO- M JIOXK-
HOITOJIOXUTEIbHBIC PE3YJIbTaThl CKPUHWHTA, HE BBISIBIICHO
MPY3HAKOB JIOJITOCPOYHOTO HAPYIICHUST OTHOIIEHWI MaTe-
pu 1 pe6énka [34]. bonee Toro, mpakTruecku Bce MaldeH-
THI ¥ OOJIBIIIMHCTBO POAMUTENICH TOJIOKUTETEHO OTHOCHINCH
K HC [31]. IIpu aTOM ponuTtenu aeTeil, y KOTOPhIX AUAarHO3
OBLI YCTaHOBJIEH B pe3yibTarte npoBeaeHust HC, paccmatpu-
BaJIM €T0 ITPEUMYIIIECTBEHHO KaK ITOJIe3HBII OIIBIT, TOTIA KaK
CceMbH, B KOTOPBIX 3a00JIeBaHKe ObLTO TMarHOCTUPOBAHO IT0-
ce MaHubecTal CUMIITOMOB, Yallle BhIpaxkalid 00ecITo-
KOEHHOCTb, YTO JOCUMITTOMATAIECCKAST TUATHOCTUKA MOXKET
YCWJIMBATh TPEBOKHOCTH ponuteneit [35].

3aknueHne

CoBpemenHoe passutue TexHojoruii HC otrkpbiBaeT
BO3MOXHOCTH [Jist BbisiBieHUst MJIJ] e no mosiBiaeHust
KIMHUYECKUX CUMIITOMOB 3a00JICBaHUS, UTO MMEET KpH-
TUYECKOe 3HAYCHNE KaK IS OpraHM3allMi CBOEBPEMEH-
HOTO HAOJIIOACHMS 3a TMALIMEHTOM M Hadayia Teparuu, Tak
U 71 TIPOBEICHMST TEHETUIECKOTO KOHCYJIBTUPOBAHUS CE-
Meil 1 TJITAaHMPOBAaHUS ITOTPEOHOCTU MALIMEHTOB Ha TTOCIIe-
IYIOIIUX dTaIlax 3a00J1eBaHMS.

IIpoBen€éHHbBIE B pa3aMYHBIX CTpaHaX IUJIOTHBIE
MMPOEKTHl IIPOIEMOHCTPUPOBAIN, YTO OIpEACICHUE aK-
tuBHOCcTH KDK B CyXMx msITHaX KpOBU C MOCJIELYIOIIMM
MMOATBEPXISHNEM IMarHo3a C HCIOJIb30BaHUEM MOJIE-
KYJISIDHO-TEHETUYECKUX METONOB MOXKET CIyXUTb 3¢-
(beKTUBHBIM MHCTPYMEHTOM AMarHocTuku. Hecmorps Ha
pa3IMIus B IPUMEHSIEMBIX TTOAX0IAaX, OOIIMMMU XapaKTe-
PUCTUKAMU TIPOTpaMM SIBJISIOTCS MHOT'O3TAITHOCTH 00-
CJICIOBAaHUSI, WCITOJIb30BaHUE CHECIU(MUYHBIX TECTOB LIS
oueHkn KPK-MM, a takxke 00s13aTeIbHOE MPOBEIECHHUE
TEHETUYECKOTO MOATBEPKACHUS.

Takum ob6pa3oM, MexXKAyHAPOIHBIH OIBIT ITOATBEPKAA-
eT IIPaKTUYECKYI0 BO3MOKHOCTh BKtoueHnst HC na M/,
B IporpaMmbl MaccoBoro obcienoBaHust HP, yto mpuo6-
peTaeT 0coboe 3HAYEHHE B YCIOBMSIX ITOSIBJICHHUS HOBBIX
TepareBTUICCKUX ITOAX0M0B, 3(POEKTMBHOCTH KOTOPBIX
HanpsIMyIO 3aBUCUT OT paHHEH TUAarHOCTHKH.
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Knunuueckue pekoMenaanuu Ne 773 «[Iporpeccupymoiast MbI-
meyHas quctpodus JdromenHa. [Iporpeccupyrolias MbIIIeYHast

nuctpodus bekkepa» (KP 773); 2023.
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