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3uanue snudemuonozuu muooucmpoduu Hrowenna (MI]]) uenecoo6pasHo 07 naAHUPOBAHUL MePONPUAMULL no co-
6ePULEHCINBOBAHUI OUAZHOCUKU U TleeHUs 0anH020 3abonesanus. Llenv: usyuumo snudemMu4eckyo cumyayuo no
MITT, a make cpedHuii 6o3pacm e€ ouazHocmuxu 6 Poccuu.

IIpobnema mounocmu cmamucmu4eckux oyeHox 00yc08/IeHa HeOOHOPOOHbIMU Kpumepusamu ouazrosa. Tpebyemcs
paspabomka eduHvix Kpumepues 0uazHo3a (MyHckoti non u Hocumenvcmeo mymayuu). Llenecoo6pasno paccmompe-
HUe 80Mpoca CKPUHUH2A YPOBHS KpeamuH@PocPoKkuHasvl y demeil paHHezo 603paAcma ¢ Nocaedyiouium npuyenvHuim
o6cnedosaruem demetl ¢ BbICOKUM €€ YPOBHEM, 8 MOM HuCTle — UCCIe008AHUEM HA HOCUMenbcmeo mymavuu M.
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Knowledge of the epidemiology of Duchenne muscular dystrophy is advisable for planning measures to improve the diag-
nosis and treatment of this disease. Purpose: to study the epidemic situation of Duchenne muscular dystrophy, as well as
the average age of its diagnosis in the Russian Federation.

The problem of accuracy of statistical estimates is due to heterogeneous diagnostic criteria. The development of unified
diagnostic criteria (male gender and mutation carrier) is required. It is advisable to consider the issue of screening the
level of creatine phosphokinase in young children with subsequent targeted examination of children with high levels, in-
cluding testing for carriage of the Duchenne muscular dystrophy mutation.
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BBenenue

Mbrmeynas guctpodus Hromenna (M) — Ha-
C/Ie[ICTBEHHOE pelleCCMBHOE HEPBHO-MbIIIEYHOE 3200-
JieBaHMe, CIEeIUVIEHHOe ¢ X-XpOMOCOMOJI, BBI3BaHHOE
MyTauuAMM B reHe DMD, npuBogAIMMHA K OTCY TCTBUIO
VWIN HeZOCTaTOYHO! (yHKUMM AUCTpodUHA, MMeeT
panHee Havano [1]. Taxénoe teuenne M]] otmeuaetcs
Y JIMII MY>KCKOTO II0/Ia; Y >KeHIIMH, HeCYIINX MYTaIUIo
reHa JUCTpo(dMHA, KIMHUKO-MOPQOTIOTrNIecKme CUM-

nrombl MIIJT ckypuble: mumb y 7,3—16,1% HOCHUTENEN
reHa OMAarHOCTUPYeTCs AIaTallMOHHasA KapAMOMMOIa-
TUS, @ YacTOTa ITOBPEXJeHMUs CKENeTHBIX MBIIIL], IO
PasHBbIM TaHHBIM, cOoCcTaBsieT 2,5—19,0% [2].

Pannaa puarnoctuka M/l BaXkHa 111 CBO€BpEMEH-
HOTO BMeIIAaTeNbCTBA C L[e/IbI0 MPOAIEHNA QYHKIUN U
COXpaHeHMA KauecTBa )XU3HU, B TOM YMCTIe 110 IpUYMHe
HaIM4MsA CBA3YM MEXAY HalIM4dMeM COMYTCTBYIOINX
HEJPOKOTHUTVBHBIX HapyIleHMil ¥ Oojee IO3THUM
BO3PaCcTOM IOCTaHOBKY AmarHosa MJJT [3].
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Hanbomnee pacripocTpaHEHHBIM CYMTAIOT BapUaHT
M/ ¢ Hayanom 3aboneBanuss B 3—5 7eT U MOTepeit
xoab0bI K 11—12 rogam [4], omHAaKO eCTb 1 pyTHe, 3710-
KayeCTBEHHbIe BAPMAHTHI Te4eHMsI 3a00/IeBaHMs, C Ha-
vyajioM 6oesHN B 2—3 Tofja U pasBUTUEM JIETA/IBHOTO
ucxopa B 15—20 neT. 3afiepKKa peun 1 s3bIKa ABJIAIOT-
cs1 00IMMU YepTaMy 3TOTO 3a60JIeBaHMsI, OHAKO OHU
OTBJIEKAIOT BHUMAaHME OT JBUTATENbHBIX TPYAHOCTEN
[5]. dns mpexnuHMYeCKOT (OCUMITOMHOI) CTaUU Xa-
paxkTepHa cmabo BBIpAKEHHas 3afiep)KKa MOTOPHOTO 1
pedeBOro pasBUTHA. [IMarHos MOXKHO 3allofjO3pUTh Ha
OCHOBAHNM CEMENTHOTO aHaMHe3a U JaHHBIX OVMOXMMMU-
YeCKOTO aHa/ln3a KpOBU: NOBBIIIEH)Ee aKTYBHOCTH ajla-
HUH-, acHapTaTaMMHOTpaHcdepasbl, KpeaTuHpOcPo-
KnHasel, eé MB-usodopmbl (crmenuduyeckoro map-
Képa Hekposa Mmuokappa) [6]. Takum obpasom, mms
panseit guarnoctuku MJIJ] Heo6xomumMo, 4TOOBI aH-
Hble MCCIeioBaHusA ObUM chenaHbl. IIpobmemy mpen-
CTaBJIAAET TO, YTO NTOKa3aHNA K IPOBENEHNIO YKa3aHHBIX
UCCTIefOBaHNIl Y AeTell orpaHUYeHbl.

3HaHMe 3MUIEeMUOIOTMYecKuX ocobennocreir MJI]]
BAXXHO [I/I IVIAHMPOBAHUS MEPOIPUATHUIL 11O BbIABIIE-
HUIO, MUATHOCTUKE U JIEYEHNIO JAaHHOTO 3a00/IeBaHM.
Vmeronnecss maHHBbIE MeTaaHa/IM30B SIUAEMUOTOTUN
ML [7—9], XOTs ¥ MO3BONAIOT AeNaTh IIPENIIONoXKe-
HMA 00 SMUIEeMMOIOTUM JaHHOro 3aboneBanus B Poc-
Cnu, HO He 00eCIIeYnBaIOT CYCTEMY YIIPaB/IeHUA JOCTa-
TOYHO TOYHBIMU CTATUCTUYECKUMU JaHHBIMU. [laHHbBIE
0 cpenHeM BospacTe BblaBnennsa M/l — 6 et nomyde-
Hbl Ha OCHOBaHUM JAaHHBIX MALMEHTCKO} OpraHu3a-
U ', T. €. 3aBEOMO CMEILEHHOII BBIOOPKIL.

ITO ONpeNenuIo eab NCCIefOBaHNA: USYINUTD SN-
meMmdecKyrw curyanuo no M, a Taxkke cpefHMii
BO3pacT €€ AMarHocTuku B Poccun.

Marepuanbl 1 METOABI

J13ydeHbl naHHbIe GOPMBI (efiepabHOTO CTATUCTH-
yeckoro HaoOmomeHus Ne 12 «CBegeHns o 4ducie 3a60-
JIeBaHMIA, 3apeTUCTPUPOBAHHDIX Y MAIVIEHTOB, IPOXKM-
BAaIOIINX B pailoHe 00CTy>KMBaHN MEIVIIMHCKON Opra-
Husauyum» (gamee — ¢. 12) B mepuog ¢ 2014 mo 2022 1.

Hecmorps Ha TO, 4TO MOABEP>KEHHON IONY/IALIMEN
ABJIAIOTCA JUIJa MY>XCKOTO IIO/a, Y KOTOPBIX MMeeTCs
UIIb OfiHa X-XpOMOcoMa, oT 2% 10 25% HocuTenei re-
Ha JKEHCKOTO II0/Ia TaKXXe MOTYT MMeTb C/ladble CUM-
IITOMBI 3a00/IeBaHNs, TaKMe KaK MOBPeXXAeHMe MBIIIL] 1
HapylleHne ceppieuHoro putMma [2, 10]. CormacHo cTa-
TUCTUYECKNM JaHHBIM 32 2014 u 2020 rr., cpeny manu-
€HTOB C BIIEpPBble B )KM3HM YCTaHOBJICHHBIM JMarHO30M
M 36,5% 6 feByukamu. Bo3amoxHO, ocnenHee
00YC/IOB/IEHO Pa3MBITBIMU KPUTEpUSAMU 3a00/IeBaHNs
(cM. obcyxpeHnme).

IIpn Henynesom umcne nmauueHtos ¢ MJI/I B Bo3pac-
Te 15—17 neT usy4eHo UX paclpepeneHne o oy us
YJC/Ia BIIepBbIE BBISB/ICHHBIX OOIbHBIX.

' Ipemskosa T. A. [luarnocTnka muopuctpodun JlomenHa: mpo6e-
MBI V1 PelIeHNs CO CTOPOHBI ManmeHTcKoro coobmectsa. URL: https://
dmd-russia.ru/konferentsii/conference/conference-session-1/ (gara 06-
pamenns: 08.06.2024).

Mogensb pacripoctpanénnoctu M]1]I Bkiro4ana B ce-
0s1 onleHKY o61elt 3a6oneBaemoctu MJI]JI, koTopas pac-
CYMTBIBAETCA IO NAaHHBIM (. 12 Kak OTHOIIEHMe YyCIa
crydaeB MJIJI, 3aperucTpupoOBaHHbBIX B MEIULIMHCKAX
OpraHM3alMAX TPaXKGAHCKOTO 3[paBOOXPaHEHNUdA, K
CPEIHETOfIOBOM YMC/IEHHOCTY HaceleHN .

Taxoke IO JAaHHBIM PEry/SIPHOTO CTATMCTUYECKOTO
HaO/MIOeH s OTIpefie/iseTCA oKa3aTe b IepBUYHOI 3a-
6oneaemoctn MJIJI — OTHOIIeHMe 4YKCIA CIy4aeB
MJ1]I, 3aperucTpupoBaHHBIX BIIEPBbIE, K CPEIHETO[0-
BOJ YMCIIEHHOCTY HacCeNeHN.

Jlomio manueHToB ¢ BBISAB/ICHHOI IIpY NPOQUIaKTU-
yeckux ocMorpax MJIJl paccumThiBany 1O JaHHBIM (.
12 Kax NpOLEHTHOe OTHOLIEHNE YMCIa IAlMEeHTOB,
BIIepBbIe BBIABICHHBIX IPU NMPOPUIAKTUIECKIX OCMO-
TpaX, K OOIeMy YNC/Ty BIEpBbIe BBLABICHHBIX OOJb-
HBIX.

CreranbHOe MOJieMpOBaHMe MOTPeOOBaIoCh i
oneHkn dactorol M/IJI y HOBOpOXAEHHDIX. IIpn sTOM
IPUMEHA/IN CXEMY, COIIACHO KOTOPOIl NMPOM3BOAMUTCA
pacuér gactorel MJI]] Ha oTKpBITON KOropTe (y fmeTeri,
POXIEHHBIX B ONpeIeéHHbIE TONBI).

HInsa cocraBneHMs MOAENINM HaM NPUILIOCH CeNaTh
PAL LOIYIL€HMIA:

o MbI IpeHeOpermu uncioM 6ompHbIX M, ymep-

X fo 14-7meTHero Bo3pacra (ymepiune B BO3pac-
Te 14 jIeT JO/DKHBI OBITH 3apervCTPUPOBAHBI B
¢. 12);

e MbI IIpeHeOper MUTPAIIOHHBIMY IIPOLeCCaMM
(Tem 6osee, 4TO OHM TaK>Ke ObUIV JIBYHAIIpaBJIeH-
HBIMMN);

e MBI IpeHeOpernm 4YmuciaoM AeTeil, yMepUIMX OT
BCeX IIPUYMH MOCTIe POXKIEHMS.

Craructudeckyro o6paboTKy nHpopManum mpoBo-
o B cpenie R Bepcun 4.2.3 «Shortstop Beagle». Pac-
CUMTBHIBA/IM MHTEHCUBHBIE TIOKa3aTeny, ux 95% fnoBepu-
Te/IbHble MHTepBaibl. [Ipu msydeHnn 3aboneBaeMoCTH
10 cy6'beKTaM NPOBOAMIN KBAPTWUIbHBIN aHamm3. s
TAHHDBIX, UMEIOIVX HOPMAJIbHBI TUII pacIpefeneHns
(ompenensnu ¢ ucnonb3oBanueM tecta llanmpo—Yu-
Ka), pacCUNTBIBA/IN CpefjHNE 3HAYEHNS U CTaHJapTHbIE
OTK/IOHEHMUA.

PesynbraThl

B cpennem no Poccun peructpupyemas sabonepae-
MocTb MJI]J] 3a 2014—2022 rr. coctasuna 0,3 + 0,0 (0,1)
Ha 100 TbIc. HaceneHuA. OfHAKO NP OIleHKe JUHAMUKMA
IOKasaTeasa 3a00/eBaeMOCTM II0 TOfJaM CTaHOBUTCA
OYEBMJIHO, YTO PACCMOTpPEHME J[aHHOTO ITOKas3aTessd
BO3MOXXHO C YYETOM M3MEHEHUII IPU IIPOBEJEHUN CTa-
TUCTUYECKOro HabmoneHus (puc. 1).

B 2019 r. Hayanoch M3MeHeHMe IMOAXONOB K Peru-
crpauyy MJIJI, mpakTidecky ObIIY MCKIIOYEHBI CITydan
BoiABeHusa MJIJ] y neteit 15—17 et 1 B3poCIbIX (T. e.
IpeMMYIeCTBeHHO CyOKmmHndecknx ¢opm M y
JKeHIIMH). B mocnenHne 4 rofa mepBUYHAs peTUCTPU-
pyemas 3abomneBaemocts MJIJl cocraBuma 0,18 Ha
100 TbIC. HaceneHMsA, KOTAA €KETOQHO B CPEHEM peru-
cTpupoBanoch 261,0 + 3,8 (7,6) 60ompabx M.

YMecTHO TakKe paccumrarb 3aboneBaemoctb M]IJ
y meteii B Bogpacte 0—14 net (puc. 2).
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Puc. 1. [Iunammka nokasaresns nepBu4Hoi 3abonesaemoctut MJIJI B Poccun B 2014—

2022 rr.
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Puc. 2. Peructpupyemas nepsuunas sabonesaemocts M1 neteit 0—14 et 8 Poccun
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B 2014—2022 rr., Ha 100 ThIC. HmeTelt B BodpacTe 0—14 ner.

B cpegnem 3a 2014—2022 rr. mokasa-
Te/lb IepBUYHON 3aboneBaemocty MIIJ]
nerelt B Bo3pacte 0—14 ner cocrasnan 1,1
+ 0,1 (0,2) na 100 TbIC. meTelt B BO3pacTe
0—14 metr. Ecnmu 6path mepmop mocie
YyTOYHeHMsA KpuUTepueB 3aboneBaHUA Ha
YpOBHe IpUEMaA TOJOBBIX OTYETOB, TO OH
cocrtaBun 1,0 Ha 100 TbIC. feTell B Bo3pac-
Te 0—14 jeT, Korja eXXerofHo B CpefHeM
peructpupoBanoce 246—266 peteit (B
cpennem 257,0 £ 5,3 (10,5) meTeit).

Iloxasarenpb permcTpupyemoit nepBud-
Holt 3a6oneBaemocty MJIJI o cy6bexTam
P® 6b11 HepaBHOMepHBIM. CaMas HU3Kast
perucrpupyemas IepBuYHas 3abojeBae-
Moctb M/I]l ormeuena B Pecrrybmmxe Aj-
tait (B mepuop ¢ 2015 mo 2022 r. cny4yan
Ml He permcTpMpOBaIUCh; 3TO MOXET
OBITH OOYC/IOB/ICHO THUIIOAMATHOCTUKOI

OrueHKa pacrpocTpaHEHHOCTH,

Ha 100 000 HaceneHus

4.50
4.00
3.50
3.00
2.50
2.00
1.50
1.00
0.50
0.00

3,51

2019

3aboneBaHns). Bpicokas perucrpupye-
Mas 3aboneBaemocts MJIII oTMe4anach B
Pecniy6rmuke Cesepnas Ocetuss — Ana-
Hus: 4,1 + 0,7 (2,2) ma 100 TBIC. mEeTEN B
Bo3pacTte 0—14 neT; 31ech BepOATHA THU-
HepAMarHocTuka 3aboneBaHmsa. Takxe
BBINIAJAIONINE 3HAUEHNUsA 3a007IeBaeMOCTH
(6omnee 3,0 Ha 100 ThIC. AeTeil B BO3pacTe
0—14 ner) ormevamuch B Kapauaeso-
Yepxeccum u HeHellkoM aBTOHOMHOM
OKpYyTe, OIHAKO 3TO OOYC/IOBIEHO B/IMA-
HIEM CTOXaCTUYeCKNX 3¢ (HeKTOB.

PacnpocTpaH€HHOCTD MOXHO OLIEHUTD
10 MHTEePBATbHOMY ITOKa3aTeno 3abose-
Baemoctu (061asa 3a007€eBaeMOCTb), KO-
TOpas IpeACTaB/IAeT coboil Bce CIydan
M, 3aperucTpupoOBaHHBIE B TeYEHME
ropa.

B 2019r. omenka pacmpocTpaHEHHO-
ctu MJI]T cocraBuna 3,5 Ha 100 TbIC. Hace-
nenus, B 2020—2022 rr. — 3,3. Crnenyer
OTMETUTD, YTO B IpeAbIAylLiye Tofibl OHa
Obl/Ia BBIIIE 32 CYET MeHee U36MpaTenbHO-
TO IOAXOfa K PerNCTpalyy cy4daes 3a60-
NeBaHNUA Y >KEeHIVH.

Ha puc. 3 orpakeHa AMHaMMKa pac-
npoctpanéHHocT M]I, a TaxXe KBap-
TWIbHBIN aHAIN3 €ro paclpefeneHus 110
cyobekram PO.

BepTukanpHBIMM OTpe3KaMM IIOKa3a-
HbI 25% 1 75% KBapTWIM OLIEHK! PacIlpo-
CTPaHEHHOCTH 110 CyObeKkTaM PO.

Huarnoctuka MJIJ] mocTaTOYHO CITOXK-
Ha i1 IEePBUYHOIO 3[pPaBOOXPAHEHNA.
Jlons BBIAB/IEHHBIX NpU IPOQUIAKTIIe-
CKMX ocMoTpax ciydaeB M B cpemHeM
3a 2014—2022 rr. coctaBmna 2,3% = 0,3
(0,8). Takum 0o6pa3om, BbIsABNIEHME 3200-
JIeBaHUA IPOUCXOANT, 32 PEIKUM UCKIIO-
JYeHMeM, Ipy OOpalleHnM 3a MeRUIVH-
CKOJ1 TIOMOIIIBIO.

3551 3.26

2020 2021 2022

Puc. 3. Onenka pacnpocrpanénnoctu MJI]1 B riemom o Poccum.
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Tabnuua 1

IOuHaMMuKa mokasarens oouieit 3aboneBaemoctu gereir MII]T
B Ka)K/IOJ BO3PAaCTHOI IpyIie

Bospacrnas rpynna, ner
Ton
0—4 ‘ 5—9 ‘ 10—14 ‘ 15—17 B3pOC/IbIe
2019 3,18 7,67 13,36 11,35 2,24
2020 2,97 7,20 13,57 10,82 2,01
2021 2,97 6,79 13,96 10,45 1,96
2022 3,25 7,29 12,50 11,15 1,92
Tabnuia 2

IInoTHOCTH 001Et 3a60neBaemocT M]IJI Ha Ka>KIbIil TO SKU3HI
B Ka)K/[IOJ BO3PAaCTHOJ IpyIe

Bospacruas rpymnma, neT
Toxm
0—4 5—9 10—14 15—17
2019 0,64 1,53 2,67 3,78
2020 0,59 1,44 2,71 3,61
2021 0,59 1,36 2,79 3,48
2022 0,65 1,46 2,50 3,72

CrarucTyeckue JaHHble IIO3BOJIAIT OLEHUTDb CPef-
HEBO3pacTHYIO AuarHocTuKy M/IJ] kocBeHHBIM crOCO-
6oM, IyTéM aHaIM3a MoKa3aTessA ob1elt 3ab6oeBaeMo-
ctu MIIII B pa3HBIX BO3pacTHBIX IPYyIIax HaceleHUs
(Tabm. 1).

O6as 3ab0meBaeMoCTb fieTeit B Bo3pacte 0—14 et
orpefensAeTca 10 5-JIeTHMM BO3PACTHBIM IpyIIaM, a
meteit 15—17 ner — B 3-71eTHEN BO3PAaCTHOM TPYIIIIE.
[TyTéM meneHus mokasaress ob1uieit 3a60meBaeMOCTI Ha
YJCIIO JIeT B KaXKIOJ BO3PAacTHON rpyme (s IPyIIL:
0—4, 5—9, 10—14 ner: na 5, gna rpynnst 15—17 net —
Ha 3) IO/yYaeM [OKasaTeb «IIOTHOCTh 061ieit 3a60-
7IEBAEMOCTH Ha TOJ, )KM3HU KaXX[J0Jl BO3PACTHOM IPyII-
nbl» (Tabi. 2).

Ilanee myTéM BBIYUTAHNA U3 IVIOTHOCTM OOIIell 3a-
601eBaeMOCTH /IS KQX/[0l BO3PACTHOI I'PYIIIBI IIOT-
HOCTM 3a0071eBaeMOCTM TIpefbIAyINell BO3pPaCTHOI
TPYIIIBI PaCCYMTBIBAEM IIPUPOCT ITIOTHOCTY 061IIelt 3a-
6oneBaeMoOCTI MeX Y rpynnamu (Taom. 3).

Han6ospumit mpupocT mokasarens o6ieit 3abore-
Baemoctu MJIJl oTMedaeTca B rpynIe JeTeil B BO3pacTe
10—14 net. CnenyeT Takke OTMETUTb, YTO OH CTaTU-
CTUYECKM HEe3HAYMMO OT/IMYAeTCA OT IPUPOCTa B TPYI-
ne 15—17 nert (p =0,1; Tem 607nee, 4TO Y OAPOCTKOB Ha
BemuuHy obmeit 3aboneBaemoctu MJIJI HaumHaer
B/IMATh CMEPTHOCTD), OJHAKO (OPMAaTbHO OH BCE Ke
Bbie. OT/IMYMA OT BO3PAcTHOI Ipynmnsl 5—9 ser cra-

Tabnuia 3
ITpupoct nokasarens o6uieit 3a601eBaeMOCTH y eTeil pasHbIX
BO3PaCTHBIX TPYIII
BospacTnas rpymnna, ner
Ton

0—4 5—9 10—14 15—17
2019 0,64 0,90 1,14 1,11
2020 0,59 0,85 1,27 0,89
2021 0,59 0,76 1,43 0,69
2022 0,65 0,81 1,04 1,22
B cpegrem 0,62 £ 0,01 0,83 + 0,03 1,22 £ 0,09 0,98 + 0,12

(0,03) (0,06) (0,17) (0,23)

TucTrdecku sHauuMsI (p = 0,005). Kpaitne pegxo M1
perucTpupyercsa y fereil BO3pacTHOM rpymmbl 0—
4 ropa.

TakuM o6pasom, OlleHKa CpefHero Bo3pacTa pama-
raoctuku MJII B Poccuu cocraBnser ot 10 go 14 ner,
6mke K 14 rogam.

Cospanne Mofenu pacnpoctpanénnoct MJJT y ne-
Teil IpU POXKAeHNY 6a3MpOBATOCh HA ITOKA3aTe/sIX VH-
TepBa/JIbHON pacrpocTpaHéHHOCTH (061ieit 3aboneBae-
MocTy) 1o gaHHbIM 2022 1. ITockonbky B 2022 1. y Hac
MMeEIOTCA CTaTUCTUYeCKMe CBeJeHMS O 4uce JeTeil ¢
M B Bospacte 10—14 neT, Mbl MOXXeM IpeAIosa-
ratb, uto MJIJl 6bUIa BBIABIEHA Y JieTell, POXKAEHHBIX
10—14 et nHasang (2008—2012 rr.). Beero, mo maHHBIM
Poccrara, 3a 3TOT Itepuoy, poauaoch 8 963 295 pe6éHKa.
Ilo paHHBIM 37paBOOXpaHEHNA YKPaMHbl, B 3TOT IIE€PK-
on B Kprimy popgunoch 118 211 geteit, a B CeBacTono-
ne — 21 447. B nenom no Poccun, Kpeimy n Cepacro-
nomo — 9 102 953 pereit. Bcero no ganubiM ¢. 12 Ha
AUCIIaHCEpHOM HabmofeHuy 1o nosoxy Ml Haxonm-
noch 1102 pe6énka, uro cocrasaser 12,1 Ha 100 ThIC.
pomuBimyxca B 2008—2012 rr.

Taxoke y Hac MMEIOTCA CTATUCTUYeCKMe JaHHbIE O
uuce 6onbHpIx MJIJ] meteit B Bospacte 15—17 ner.
AHanornyHpIM 00pa3oM MbI HOMYyIWIN, 4TO B 2005—
2007 IT., KOrga OHM POJMIINCH, YUCIO HETeN, pPOIVB-
MINMXCA XUBBIMHU, B LieoM 1o Poccum, Kpoimy u Cesa-
cTonon cocraBwio 4 618 301, a 4mcnao 3aperncTpupo-
BaHHbIX c1ydaeB M/I]I cpenu pmereit 15—17 et — 509,
win 11,0 Ha 100 ThIC. popuBIIMxca. OfHAKO CIefyeT OT-
METUTD, YTO YacTb HeTell B Bo3pacTe 15—17 mer yxe
ymepna ot MJIJl. Tem He MeHee OTHOCKUTE/IbHAs CXO-
JKeCTb OLIEHOK IOATBEPXKHaeT CIpaBeIMBOCTb Halllell
mopenu o yacrore MJIJ] 12,1 na 100 ThIC. HOBOPOXAEH-
HBIX B 1IesioM 110 Poccum.

O6cyxxaeHue

B nacrosiee BpeMaA HET TOYHOTO KPUTEPUA NMATHO-
3a MJIJI. C. A. llapbkoBa 1 COaBT. IIpefIaraloT Kpure-
PV MY>KCKOJI IO, YCTaHOBJICHHBI [IMaTHO3 IIpoTrpec-
CHpYIOLIel MUOAUCTPODUM Y POSCTBEHHMKOB MY>KCKO-
r0 TI0/Ia IO MAaTE€PUHCKOI NAVHUM MM HEYTOUYHEHHOE
HEpBHO-MbIIIIEYHOEe  3a00/eBaHMe;  YCTaHOBJIEHHBIN
(baxT Ha/IMYNA B CeMbe XKEHIVH-HOCUTE/Iell aTOIOTH-
4YeCKOro TIeHa; KapAMOMMOIATUM Yy POJCTBEHHUKOB
JKEHCKOTO II0/Ia TI0 MaTepMHCKONM JNMHMM; 3afiepKKa
CTaHOBJ/ICHNS JBUTATENbHBIX HAaBBIKOB; CHIDKEHUE UH-
TeJUIeKTa; MOBBIIIEHNEe aKTMBHOCTY acHapTaT-, ajaHu-
HaMIHOTpaHCdepasbl, KpeaTMHPOC(HOKIHA3BI B CHIBO-
porke kpoBu [11]. Ilpu aHanM3e CTaTUCTUYECKNX [aH-
HBIX OY€BUMIHO, YTO JIAHHbIe KPUTEPUM He ABJIAIOTCA
obmenpusHanHbiMu: MJIJT permcrpupyerca Takxe y
HOAPOCTKOB >KeHCKOro moja. IInmanupyemas pepmakums
KIMHUYECKNX peKoMeHpauuii [1] mpepmonaraer, 4To
puarno3 MJIJI momKeH yCTaHaBIMBATHCA HA OCHOBAHUM
Pe3y/IbTaTOB MOJIEKY/IIPHO-T€HEeTUYeCKOTo 00C/IenoBa-
HIA, B CTy4ae BbLABJIEHNS IATOTeHHbIX BAPMAHTOB B re-
He DMD. Taxoke npepIonaraeTcs, 4To Iporpeccupymo-
mas MJIJT — Hanbonee Tspxénas popma ¢ manudecta-
Lueil B BO3pacTe 2,5 rofia ¥ IpOrpecCUpyrouM 3/10Ka-
4eCTBEHHBIM TeueHneM: GOpMUpPOBAHUEM BSIBIX TIape-
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30B, Iapajnyert ¥ KOHTPAKTYpP MBIIIL, 00e3[BI>KEHHO-
cTi. XOTs KpUTEpUM AMArHos3a He BIIO/HE YETKO U3JIO0-
JKEHBI laXKe B KIMHNYeCKNX peKOMeHJaluAX, IpaBUb-
HOe UX IpMMeHEeHNe UCKIIOUNT CIyday Kpocc-guarHo-
cruxky MJIJT u Muopnctpodun bekkepa; B ToM uncie —
JINII )KEHCKOTO Iofa ¢ gumarHosoM MJIJI, TOCKONbKY y
HUX He OyfeT MaHuQecTanuy B Bo3pacTe 2—>5 JIeT u
IPOrPeCcCUpPYIOLIEro  3/10KaYeCTBEHHOTO  TeYeHUeM:
dbopMmupoBaHKs BSIBIX IApe30B, Iapannyeil M KOH-
TPAKTYP MBIIIL], 00e3IBIKEHHOCTH, a UIIb Oojiee JIer-
kasi Qopma 3abormeBaHMs, CONMPOBOXKAMOIIASCT Kap-
OMOMUOIATMEN ¥ NETKMMU [BUTaTelTbHBIMU Hapylle-
HUAMMA.

Cyns mo pesynabpraTaM CTAaTMCTHYECKOTO Habmiofe-
HUSA, B HAcTosllee BpeMA CUCTEMa 3[[paBOOXPAaHEHMS
Poccun He HacTpoeHa Ha BbisBeHre MJIJ] Ha cy6xmu-
HUYeCKOIt ctaguu. I Toro, 4To06bl HACTPOUTD CHUCTE-
MY 3[paBOOXpaHeHNs Ha paHHee BbliABneHne MJI]I, He-
00X0IMO BK/IIOUEHME B MEepeyeHb MCCIeNOBaHUN MPU
61MOXUMIYECKOM aHanu3e KpoBu KpeatuHdocdokmHa-
3Bl, IIOBBIIIEHNE YPOBHA KOTOPON ABJAETCA BENYIIUM
HaCTOpPAXXMBAOMIVYM B OTHOIIEHUM JAHHOTO AMarHosa
¢dakTopoM 1, Hampumep, B VTamum CIy>XUT Bemyiei
npuunHoit BeiaBneHuss MJIJ [12]. Ilpu atom crenyer
y4ecTb, 4YTO Ha nospHen craguyu M]IJ] ypoBeHb Kpea-
TuHGOCHOKMHA3HI CTAHOBUTCS HOPMAIbHBIM UK CHU-
xKeH [13]. Takum o6pas3oM, 3TOT aHaMU3 CIEAyeT Cfe-
JIaTh XOTA OBI OfHAXKBI Y pe6EHKA MY>KCKOTO II0JIa paH-
Hero BO3pacTa ¥ IPY BBIABIEHUM HeOIAromonydns
IIPUMEHATh JUATHOCTUYECKMII alATOPUTM BBISABIEHUS
M [1, 14]. Haura Toyka 3peHusI COOTHOCUTCSA € TOY-
Kol 3peHus I. Lee 1 coaBT., KOTOpble CUUTAIOT OIpEie-
JIeHJe YPOBHA KpeaTMHUHKNMHA3bl B CBIBOPOTKE KPOBU
y moboro pe6€HKa ¢ 3a/jep>KKOIl MOTOPMKY VIJIU TUIIO-
TOHME! OFHUM U3 9KOHOMUYecKu 3G deKTUBHBIX Ana-
THOCTUYECKMX LIarOB, KOTOPbIT MOXKET OBITh peann3o-
BaH Bcemu nemuarpamu [3]. K momo6HOMY BBIBOAY
npuim 1 K. Mohamed n coaBT., KOTOpBIe yTBep)K/a-
I0T, YTO «B OTCYTCTBME HAIlVIOHAJIbHOJ IIPOIPaMMBI
CKPUMHMHIA HOBOPOX[JEHHBIX Ha MJIIl Bce MemuimH-
CKVe pabOTHUKM JO/DKHBI OBITH JIy4YIlle OCBELOMICHBI
06 3TOM 3abomeBaHMM ¥ UMETH OO/mee HM3KUIL MOPOT
IS M3MepeHMs YPOBHA KpeaTnH(OoCcPOoKmHasel» [5].

CpaBHMM OCHOBHBIE 3IMJeMMOTOTMYECKNe ITOKa3a-
temm MIIJT B Poccuut ¢ maHHBIMM MeTaaHa/IM30B.

IlepBbIii MeTaaHanus pacnpocrpaHéHHoct MJIJT
6b11 mipoBenéH J. K. Mah u coaBT. 1 Ha 3aKmo04nUTEND-
HOM sTamne Bkmovan 31 uccnenosaune [7]. Viccmenosa-
HIA CUIBHO PasiInyanich MOAXOAaMy K YCTaHOBJIEHUIO
OUarHO3a, 4YTO IPUBOAUIO K 3HAYUTE/IBHON METOHO0/IO-
I'M4YeCKO)l HEOTHOPOJZHOCTM M Ppa3IMYHOMY KadecTBY
maHHbIX. COBOKYIIHas pacnpocTpaHéHHocTb ML B
JAHHOM MeTaaHanmse coctabuna 4,78 (95% JIM 1,94—
11,81) na 100 TIC. My>xumH. Ecnu iepecunTaTh faHHbIE
Halero uccnegosanuAa Ha 100 TbIC. MY>KCKOTO Hacere-
HusA (ITO He BIIOJIHE IIPaBU/IBHO, T. K. 3ab0neBaHme u-
arTHOCTMPOBAJIOCH M Y KEHIUH, XOTs ¥ METOHONIOTIYe-
CKM BO3MOXKHO), TO B Poccum pacupocTpaHéHHOCTD
M cocrasnuser 7,18 (95% U 6,79—7,59), uro ykna-
neiBaetcs B 95% IV nposenénnoro J. K. Mah u coasr.
MeTaaHanu3a.

B aro xe Bpems A. Theadom u coaBT. usy4anu cra-
TbJ, ONNCHIBAIOIINME PACHPOCTPAaHEHHOCTb BCEX MBbI-
IIEYHBIX AUCTPOGUIL; 0 JaHHBIM 38 my6mmkanmit n3 19
cTpaH, yactora MJIJI cocraBnsaer 1,7—4,2 na 100 TbIC.
4e/I0BeKO-/IeT [8], 4TO Tak)Ke COINACYeTCs C JJaHHBIMMU
HAIIIeTO HAOTIOIEH A,

BemymmuMm uccnemoBaHmeM, B KOTOPOM M3ydascA
r1ob6anpHbI peBaienc ML, siB/sieTCsl MCCefOBaHMe
S. Crisafulli u coaBT., B KOTOpOM Ha OCHOBaHUU aHAJIN-
3a 40 myOnmKaiuii, 3aTparuBaoIX BOIPOCH IIpeBa-
nernca MM, ou cocraBun 2,8 "Ha 100 thIC. (95% OU
1,6—4,6) [9]. Hamn snmpgemumonorndeckue HaoOmoe-
HIA TOCTENHMX JIeT B 1Ie7IOM YK/IaJbIBalOTCA B IOBEPU-
Te/IbHBIN MHTEpBal JAHHOTO MeTaaHa/INn3a.

ITo jaHHBIM M3y4eHMs I7I06aTbHON PaCIpOCTPaHEH-
Hoct MJI]], mpoBenenHoro N. Salari u coaBT. Ha OCHO-
BaHUM 25 myOmuKanwii, pacupocTpaHéHHocTb MJIJ]
oneHnBanach B 4,8 Ha 100 ThiC. yenosex (95% AU 3,6—
6,3) [15]. Hammu manuble 3a 2019—2022 IT. HECKOIBKO
HIDKe pe3yNnbTaToOB JaHHOTO UCCTIefOBaHMNA, OHAKO, eC-
M paccMaTpyUBaTh OO/lee paHHME Pe3yIbTAThl OLIEHKN
pacpoctpanéHHoCcTH (o 2019 1), TO OHM YK/IafibIBa-
I0TCS B OBEPUTENbHBII MHTEPBa/l JaHHOTO UCCIef0Ba-
30768

TakuM 06pa3oMm, Moy4eHHble OTeYeCTBEHHbIE JaH-
Hble 110 pacnpocTpanéHHocT MJIJ] 613Ky K TaHHBIM,
NO/My4eHHBIM B pe3y/lbTaTe MeTaaHanmus3oB. O6mieit
npo61eMoil ABNAETCA OTCYTCTBME €IMHOTO KPUTEepUs
IMOCTAaHOBKM muarno3sa MIIJI.

ITony4yennas Hamu Mopenb 9actoTel MJIII cpepm po-
IOUBIINXCS KUBBIMU B I1€JIOM COOTHOCUTCA C JaHHBIMU
K/TI04eBbIX MeTaaHanmu3oB. S. Crisafulli u coaBt. mpuso-
IAT maHHble 0 19,8 (95% IO 16,6—23,6) 6onbabix M
Ha 100 ThIC. pouBIIMXCS ManbuuKoB [9]. IlomyuenHoe
3Ha4YeHNe HIDKe, 4eM B ucciegoBanuy S. Ryder u coasr.
(15,9—19,5 Ha 100 ThIC. pORUBIIMXCS >XUBBIMU) [16],
OIJHAKO IIpY 3TOM CJIefyeT YUUThIBaTh, 4YTO AaHHOE MC-
CllefloBaHMe BK/IIOYAJIO IHPEVMYIIEeCTBEHHO ITyOnImKa-
vy u3 Benmuko6puranuy, CIIA u apyrux samagHoeB-
PpOIENCKUX CTPaH, T. €. CTPAH C BBICOKUM IIPEBATIEHCOM
M [9]. 9To Tak)Ke COOTHOCUTCS C OLIEHKOI 3abore-
Baemoct M1, npoBenéunoit J. K. Mah n coast., —
10,71—27,78 ua 100 Thic. HaceneHus [7].

3akiaroueHue

YcTaHOBNIEHO, 4YTO TIIepBUYHAsA 3a00/1eBaeMOCTb
MJIJI B Poccun (mpum TekyleM YpOBHE HeOIpele/IéHHO-
CTM KpUTepMeB IOCTAaHOBKM puarHosa) c 2019 mo
2022 rt. cocraBnger 0,18 na 100 ThIC. HacemeHus, WK
1,0 Ha 100 TbIC. feTelt B Bo3pacTe 0—14 neT. Ouenka
pacnpoctpanénnoct MJIJT — 3,3 Ha 100 ThIC. Hacene-
Husa. Onenka dvactorst MJIIIT cocraBnser 12,1 Ha
100 TBIC. HOBOPOXXJIEHHBIX B LeloM 1o Poccun. bonb-
IMIVHCTBO HAIIMX OL[€HOK COBIA/IAI0T C MUPOBBIMMU [AH-
HBIMM, TIOTTY4EHHBIMU B XOfle MeTaaHaIM30B.

[TpobreMa TOYHOCTU CTATUCTUYECKUX OLIEHOK 00Y-
C/IOBJIEHA HEOJHOPONHBIMY KpUTEpUAMM Auarnosa. Lle-
necoobpasHa pa3paboTKa eVHbIX KPUTEPHEB AMarHo3a
(MY>KCKOJI TIOTT 1 HOCUTENIbCTBO MyTauuu rea DMD).

3aboneBaHNe BBbIABIAECTCA IO3[HO, Yalle BCErO B
Bo3spacTe 10—14 sieT, YTO OrpaHNYMBAET BO3MOXXHOCTH
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3aMecTUTeNbHON Tepanuu. LlerecoobpasHo paccMoTpe- 14.

Hle BOIIPOCA CKPMHMHTA YPOBHA KpeaTnHpocdokuHa-
3bl Y JieTell paHHero Bo3pacra (Bcex /Mmb0 MYMXKCKOTo
10/1a) C TMOCTeAYIOLWUM HpPUIIETbHBIM 00C/IeoBaHNEM
[ieTell C BBICOKMM €€ YPOBHEM, B TOM 4MCIIe — UCCTIENO-
BaHMEM Ha HOCUTEIbCTBO MyTanuy rena DMD.

ABTOPI)I 3asABIAIOT 06 OTCYTCTBI/II/I BHEIIHUX MCTOYHUKOB q)MHaHCI/IPO-
BaHUA I'IPI/[ HpOBeJIeHI/II/[ MCCIeaOBaHMA.

ABTOpBI IEK/IAPUPYIOT OTCYTCTBYUE ABHBIX M MTOTEHIATbHBIX KOHMIMK-
TOB MHTEPECOB, CBA3aHHBIX C Iy6/IMKalyeil HACTOAILEl CTaThM.
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