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MunomHelli cenekmueHbIli CKPUHUH2 U €20 npeuMyujecmeaad 011 paHHeli OuazHoOCMuKuU
muooucmpodeuu JrowenHa/bekkepa y 0emeli 8mopo20 200a XU3HU
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BBepeHume. PaHHAs grarHoctMka v npodunakTika UrpatoT KIYEBYO POJib B OKa3aHUM MepBUYHON NMOMOLWM MauveHTam
C HacnNeaCcTBeHHbIMM 3a6oneBaHuAMM. OfHaKO He Bce 60Me3HN MO pa3HbIM MPUYMHAM, BKIOYas TAXKENYI0 HEPBHO-MbILLIEYHYIO NMaTONOMI0
— muoguctpoduto AoweHHa/bekkepa (MAL/MIB), MOXHO BbISBUTb CEFOAHSA B HEOHaTanbHOM nepuoge B PO.

Llenb: anpobupoBaTtb cucteMy AByx3TanHoro ckpuHudra MAA/MIB y geteir 2-ro roga xu3Hu B CaHkT-INeTepbypre ans ganbHelwero
BHeLpeHNA e€ B CCTeMy 34paBOOXPaHEHNA ropoaa.

MeTtopgpbl. [No3TanHo nccnefoBaHbl 06pasLbl BEHO3HOW KPoBY 1878 ManbumMKOB C 1CMob3oBaHMeM cnegyomx metogos: IFCC, MLPA,
XMA.

Pesynbtatbl. B 2024 r. BbiABNEHbI 4 NaLMeHTa C NaTOreHHbIMM BapuaHTamum B reHe DMD — 1 naumeHT B pamKax CMCTeMbl CKPUHWUHIA 1 3
nauveHTa bnarogapsa opdaHHOM HACTOPOXKEHHOCTIN Bpayei 1 BKIOYEHWIO JaHHbIX MALMEHTOB B MUIOTHYIO MPOrpammy.
3aknioueHue. peaBapuTesibHble pe3ynbTaTthl MUIOTHOrO CKPUHMHIA 06CelOBaHHbIX NMaLVMEHTOB NOATBEPXKAAOT NepcrnekTusy
npennoXeHHOWM NPorpamMmmbl BYX3TaNHOro CKPUHWIHIA AN paHHeN AnarHoCTUKMY muoauctpodun [ioweHHa/bekkepa.

KnioueBble cnoBa: MbillevHas guctpoodua OioweHHa/bekkepa, KOK, ren DMD.
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Pilot selective screening and its advantages for early diagnostic of Duchenne/Becker muscular
dystrophy in children of the second year of life
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Introduction. Early diagnosis and prevention play a key role in providing primary care to patients with hereditary diseases. However,
not all diseases for various reasons, including severe neuromuscular pathology - Duchenne/Becker muscular dystrophy (DMD/BMD),
can be detected today in the neonatal period in the Russian Federation.

Aim: to test the system of two-stage screening of DMD/BMD in children of the 2nd year of life in St. Petersburg for further implementation
in the healthcare system of the city of St. Petersburg.

Methods. Venous blood samples from 1878 boys were studied step by step using the following methods: IFCC, MLPA, CMA.

Results. In 2024, 4 patients with pathogenic variants in the DMD gene were identified — 1 patient as a part of the screening system and
3 patients due to the orphan alertness of doctors and the inclusion of these patients in the pilot program.

Conclusions. The preliminary results of the pilot screening of the examined patients confirm the prospect of the proposed two-stage
screening program for the early diagnosis of Duchenne/Becker muscular dystrophy.
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BBepeHune

nonuctpodust dromenna/bexkepa (MA1/MIB)

— peleccuBHOE X-ClEeTJIeHHOe 3a00ieBaHue,

BbI3BAaHHOE MyTallMsIMU B TeHe DM D, Konupyio-
1eM 6eJIoK TUcTpoduH, HEOOXOAUMBIH 11 CTAOUIBHO-
CTU MBIIIEYHEIX BOJIOKOH. M3BecTHO, uTo mpuMmepHO 30%
myTauuii B reHe DM D Bo3Hukarot de novo [1,2]. M1 —
HauboJee TsoKesast M paciipocTpaHeHHast popMa MbIIed-
HoM auctpodun y MasibuukoB, a MJIb — Gosee nerkas u
BapuabenbHas. O6e HopMbl XapaKTePU3YIOTCS TOBBIIICH-
HBIM ypoBHeM KpeatuHbochoknHaazbl (KDPK) [1,3]. Ot-
CYTCTBUE WU TUCHYHKIINS AUCTPO(DUHA TPUBOLISAT K ITPO-
rpeccupymolieil HeoOpaTUMOI TereHepaIluy MBI, WH-
BaJMIM3allMM U paHHEW CMepTH MallMeHTa, T03TOMY
paHHSs TMarHOCTUKA BaXkKHA JIJIST CBOEBPEMEHHOTO Jiede-
HUS, B TOM YHCJIe U aToreHeTuyeckoro [4,5].

Iean uccnenoBanus: anpodUpPoOBaTh CUCTEMY IBYX3-
tarrHoro ckpuHUHTA M/IJI/MJIB y meteit 2-To Toma Xu3-
Hu B CaHkT-IleTepOypre 1is najbHENIIET0 BHEAPEHUS €€
B CHCTEMY 3IpaBOOXPaHEHUsI TOPOIa.

CBofHaa nHdopmaums o naymeHTax
Summary information about patients

MeTopb!

Ha noaroroButenbHOM 3Tarne pa3paboTaHa Mporpam-
Ma CeJIEKTUBHOTO CKpMHMHra. Ha MetoguyeckoMm artarne
uccaenyotcs 3000 o6pa3oB KpoBU AeTel U3 5 paiiloHOB
ropona u CI16 'bY3 KA/, orpabaTsiBaeTCsl METOAMUKA
onpeneneHust kpearnHpochokHaszsl (KPK) u3 pazHbix
TUMOB OMoOMaTepuana, JOTuCTUKa OuoMarepualia U B3au-
MOJENCTBUE MEXIy UCTToTHUTeaIMU. Ha ocHOBHOM aTa-
e MOAKJIIOYAIOTCS BCe PailoHBI TOpoAa U O0CIeayIOTCS
110 22 000 06pa3iioB KPOBU (PUCYHOK).

B 2024 r. y 1878 ManbuuKOB B3SThl 00pa31bl BEHO3-
HOU KpoBU ISl aHanu3a: 1872 manyeHTa B paMKax AUC-
MaHCepU3alluy B AETCKUX MOJUKIUHUKAX 5 palilOHOB TrO-
pona, 6 maunentoB u3 CI16 I'bY3 K/LIJI. Bo3pact 06-
cienoBaHHbIX cocTaBui 12,61 1,4 mecsues. Ha 1-M sTane
n3Mepsii akTuBHOCTh KK knHeTHueckuM YD -MeTomom
¢ NAC-akruBanueii. Ha 2-M 3Tane naiueHTaM ¢ ypoBHEM
K®K>250 E[I/n ¢c mpeaBapuUTEIbHBIM KITMHUIECKAM JTHa-
rHo3oM MJIJI mpoBoauav MoMcK MyTaiuii B rene DM D me-
TOIOM MYJIbTUTUIEKCHON aMITTU(UKAIIUYU TUTUPOBAHHBIX

YpoBeHb ITaToreHHbI Ba- Cnpur O6nacTh [MaToreHHsIit Ba- Bo3MoXHOCTB maToreHeTnye-
Ne | KOK (EO/m) | puant B rene DMD PaMKU CUUTBI- neneruu (TeHbI) puaHTt B rene DMD CKOTO JIeUeHHUsI/Tiperapar
BaHUS y MaTepu
1 806 dup 43-44ex HET - oOHapyKeH na/DaeBuauc
2 11560 del Pm-79 - Xp21.2p21.1 oOHapyxKeH HeT
(TAB3, FTHL17,
DMD,
TAB3-AS1,
MIR3915,
MIRS54SFS,
FAM474)
3 36456 del 44ex eCcTh - oOHapyKeH na/DneBuauc
4 10567 del 45-48ex HeT - He OOHapyXeH na/DneBuauc
24 MeoduyuHckas 2zeHemuka [Medical genetics] 2025; 24(5)




ISSN 2073-7998

MeouyuHckasa 2zeHemuka 2025. Tom 24. Homep 5

https://doi.org/10.25557/2073-7998.2025.05.23-26

30H10B (MLPA). O6nacts aeneuuu Xp21.2p21.1 onpene-
JIeHa XpOMOCOMHBIM MUKPOMATPUYHBIM aHau3oM (XMA).
HocuteabCTBO BBISIBJICHHBIX BADUAHTOB Y MaTepeii Ialy-
€HTOB ornpeneseHo metogom MLPA.

PesynbraTtbl

B pamkax mpoekTa OBLIO BBISIBIICHO 4 IMallWeH-
Ta 10 2-XJIET ¢ MATOTeHHLIMU BapuaHTaMu B reHe DMD.
TMTammenTt No 1 GbUT BBISIBIIEH BO BpeMsI JUCIIaHCEpU3aLNI
Ha | aTane NI0THOTO IIPOEKTA IO CEJICKTUBHOMY CKPHUHIH-
ry. Tpu npyrux ciy4ast (maumeHTsI No2-4) cBSI3aHBI C Op-
(haHHOIT HACTOPOKEHHOCTHIO Bpaueii-HeBposoros CI1b I'b-
V3 KALJI. ¥ gaHHBIX TTALIMEHTOB OTMEYAINCh TPaHCAMM-
HUT C paHHETO BO3pacTa 1 3a/Iep:kKka MOTOPHOTO Pa3BUTHSI,
y IBOMX — MeIUIeHHasI BecoBasl mpubaBKa. Mcxons n3 nMe-
FOIIIETOCS aHAMHE3a, POIUTEIISIM OBLTO TIPEIIOKEHO YIacThe
B I 3Tarre MaI0THOTO MPOEKTa ¢ YIETOM UX BO3PACTHOM KaTe-
ropuu 110 2-X JieT. JlaHHbIe TeTH ObLTN HAIIpaBJIeHbI Ha CKPH-
nuHr KDK ¢ mocnenyoeil reHomMarHocTuKo. Bximoue-
HHUE U yYacTHE 3TUX MaJTbYMKOB B IIPOEKT MMEET HE TOJb-
KO BaXKHYIO HAyJIHYIO, HO 1 MIPAKTUIECKYIO COCTABIISIIONIYIO.

Bo3spact manimenTa No 2 Ha MOMEHT BKIIFOUCHUS €TO
B MUJIOTHBIM MPoeKT cocTanist 10 mecsieB. Y pedbéHka

OI'BHY
«HHH ATHP
HM. J1.O. OTTa»

TECTHROBAGIS

OTBHY «HHH ATHP
uM. 1.O. O1Tan
CII6 TBY3 KT,
3000 obpa3moB

* Onpeaenenve ypoeHa KO K e asyx
OPraHMzaUMAK
*  CooflasT o NoBEIWEHHDM YRoaHE
HOH poaMTENAM NIUMEHT
Hanpas/AeT NauMeHTa Ha
MD/IEKYIAPHO-TEHETHUEC KO
TECTHpoaaHne npu KOK of 1000 EQSn
WM Bswe 250 EQ/N, scam ec
HEBPO/OTHMUECHUE OTRNOHEHMA, B
©FEHY sHUM AMP um. 0.0, OTTa

Onpegenesine ypoexs KK romuo g

CI6IBY3IKIIT

» Coofluaer o NOERIUEHHONM YPOERE
KK pomiTenay nauenta

+ Hanpapnder nauMeHTa Ha
MOTERYIIRPHG - EHETHUSH O
TecTHpoeaHie mpi KK ot 1000 ET/n
stmt eare 250 EM/n et ecrs
HERPOMOTIYECKIE OTKIOHEHILA B

STBEHY « HHH ATHP s JO. Orra

+ Koncyastawpa epaton-

TeHeTHROM pobaxDoa H
ero cemst (o coupaTLHAz,
HENAHIEO) + Mocrarozka Ha yuer,
MCINQIOrHYecKas
TeHeTHHECKDE + MonexymapHo- HafinoTernie Bpasan-

TEHETHMECKOE
TECTHPOBAHME CEMBH
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C paHHETO JEeTCTBA HAOIIOAAINCH 3HAUUTEIbHOE OTCTaBa-
HME MOTOPHOT'O Pa3BUTHs 1 BBICOKHE TTOKA3aTeIy TpaH ca-
MuHa3. [To uToraM MoJIeKyJISIpHO-TEHETUIECKOIO TECTH-
pOBaHMSs y MaJibuMKa OblIa OOHapyXKeHa ITOoTHAasT TeeIusT
reda DM D v emi€ 6 6u3JIexaliux TeHoB. JlaHHbIM cydait
SIBJISIETCS TTOKA3aTeJIbHBIM IIPUMEPOM TOTO, YTO CepPbE3-
Hble HapyleHust B reHe DM D nposiBAsSIIOTCS yKe B paH-
HeM Bo3pacTe u auardHo3 MJIJI MoXHO MOCTaBUTh B BO3-
pacte 1o 1 roga.

IMauvenTs! Ne3-4 MpUHSIM ydacTHe B TIPOEKTE B BO3-
pacte 1 1. 10 mec. u 1 r. 7 mec. binarogapst oppaHHOI Hac-
topoxkeHHocTu Bpaueit CI16 'BY3 KA LI/ u nonagaHuto
B ITMJIOTHBIN ITPOEKT MaJIbuMKaM ObUI TIOCTABJIEH TUArHO3
10 2-x jeT. Bo3MOXHOCTh IPOBECTU aHAJIU3 Ha YPOBEHb
K®K Bo Bpems aucniaHcepu3aluy 1-ro roga XXu3HH 1Mo-
3BOJIMJIA OBl TOCTABUTh TUArHO3 JTaHHBIM MAllMEHT MUHU-
MyM Ha 6 MeCSILIEB paHblIIe.

B pamkax cKpMHMHTa TaKxKe OTpeIesii HaTuIre Wi
OTCYTCTBHE MAaTOI€HHOIo BapuaHTta B reHe DMD y mate-
peil npobaHaoB. biarogapsi IpoeKTy poaUTEIN MallueH-
Ta No3 rIaHUpYIOT CIEAYIONIYI0 06 pEMEHHOCTD C YI4ETOM
HaJM4YMsI MaTOreHHOTo BapuaHTa B reHe DM D y matepu.

CBojHast mHOOpPMAaLIYs TI0 MallMeHTaM 1 BO3MOXHOCTH
MMaTOreHeTUYECKOTO JICYSHUS IIPEACTaBICHbI B TA0JIMIIE.

CII6 IBY3 KT
CII6 TKY3 MIT]

+ Hudopmatgtonnas,

MOINSPHEA MALJICHTOE
X cemell 11 AP,
(no sxenaano)

CeLHATHCTAMI,
HAIHFCHNE e TeHNT

Cenmpan:
becruiatHar nporpaMMa no
poisaenno snoposore pabemsa
MY TeM NPOBLIeHIH
MPEIMIIATALIOHHOTO
FEHETIMECKOrD TECTIPORAMItE
B paMeax mporpass BPT

DI'BHY
«HHHA ATHP
. J.0. Orran

Cxema B3aMOLeNCTBUA UCNOSTHUTENEN 1 nyTb NauneHTa B NPoeKTe.

Diagram of the interaction of performers and the path of the patient in the project.
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O6cyxaeHne

Brrgsnennsie cnydan MIAJI/MJB B pamMKax mpoek-
Ta, B TOM 4KciIe Giaronapst opdaHHOI HACTOPOKEHHOCTH,
M YCIICLTHBIE Pe3YJIbTaThl MMJIOTHBIX IIPOrpaMM HEOHATaJlb-
Horo ckprHHra CMA [6] Toqu€pKHUBaroT BasKHOCTh U TTpe-
HMMYILIECTBO PaHHEM TUarHOCTUKMU HACJIEACTBEHHBIX HEPB-
HO-MbIIIeYHbIX 3a0oneBaHuii (HM3), ocobeHHO npu 10-
CTYITHOCTY T€HHOM Teparuu Ui AeTEN B PAHHEM BO3pacTe.

Wsmepenne ypoBHss KDK ocTaérest ymoOHBIM CKpH-
HUHTroBbIM MeTonoM MIJI/MJIb 1 cXoXux Mo CUMIITO-
maTtuke HM3, Ho 3aHMXKeHHBIe pepepeHTHbIE Auana3oHbl
MPUBOMAIT K TUNepaAuarHocTuke. [1oaTtoMy naiabHeiinme
HCCIIeNOBAaHUs MPOEKTa HAallpaBJIeHbI He TOJbKO Ha pac-
LIKpeHre BBIOOPKU, HO U Ha OIpeiesieHue ONTUMaIbHBIX
pedepenTHBIX 3HaYeHNT KDOK mis neteit 1—2 jet v mmo-
HWCK HOBBIX broMapkepoB MIJ/MJ/b u npyrux ¢opm
HM3.

3aknyeHne

IIpenBaputeabHble pe3ybTaTbl CKPUHUHIA 00CIEI0-
BaHHBIX MALMEHTOB MOATBEPXKAAIOT MEPCIIEKTUBY MPEIJIO-
>KEHHO MporpaMMbl IBYX3TaITHOIO CKpUHUWHTA JUIS1 paH-
Helt nnarHoctku MIJI/MB.

bnarogapHocTb

ABTopbl 6iarogapst KapumoBy Csetinany Uropes-
Hy 1 Komurer no 3apaBooxpaHeHuio CaHkr-IletepOyp-
ra 3a MOIICPXKY.
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