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Memmreunaa mguctpopusa Miomenna (MIA/) — opdanHOe HeHpoOMBINIEYHOE IIPOTPecCUPYyIolee
reHeTu4YeckKoe 3a0o/ieBaHME, BBI3BIBAIOIEe pas3pylieHHe U MOCJHeAYIouIyl0 morepro Mmbrmg. [Ipu

YCIOBUM paHHEH AUATHOCTUKYN KOMILJIIEKCHAs CTaHAAPTHAS U MATOT€HeTHUYeCcKas Tepamusa cylie-
CTBEHHO MEHSIeT TPAaeKTOPHI0 Pa3BUTUA 3a0o0jieBaHHS, [ejlaeT ero 0ojiee TOOPOKAYECTBEHHBIM.
Huarnoctuxka ML/l aBasieTca ABYXyPOBHEBOIi: Ha MEPBOM dTalle U3MePSIOT YPOBEeHb KpeaTuHdoc-
doxunasel (KO®K), mpu 3amoporoBsIx 3HAYEHUAX (PepPMEHTa CJIeAyeT BTOPOi 3TAall — MOJIEKYJIIPHO-

OAOTI'U4

reHeTu4eckoe ncciaenopanmne. Kauectso renoguarnoctTuku B P® 3a mociemHue roabl JOCTUTIIO JIyd-
IINX MeKAyHAPOTHBIX IOKa3aTejeil, a BOT BBISIBJIeHUE AeTeil ¢ moBbIeHHbIM ypoBHeM K®K Bce
emnre 3aTpyaHeno. KoamuecTBo nuarHocTupoBaHHBIX manueHToB ¢ MJ/[/l B P® cyniecTBeHHO HHKe
CTATHCTHUYECKH PacueTHOTo MupoBoro. He cHM:kaeTcs M cpegHMIl BO3pACT AMArHOCTHKU. MeguaHa
BO3pacTa IOCTAHOBKHM MOJIEKYyJasipHOTO auarnosa MJ/[/mbimeunas pucrpodpusa Bekkepa —
7 ner 8 mec. CTaOMIBHO HEBHICOKHMM 3a IMOCJEeTHHE 3 TOJa OCTAETCS KOJMUYECTBO BBISIBISEMBIX
mereil B Bo3pacte A0 2 iser. Ilo pesyapTraramM ompoca ceMeil MPaBHJILHBINH TEPBUUYHBINH THMATHO3
M/l ycraHaBIMBaAEeTCS MeHee 4eM B MoJioBuHe ciaydaax — 47,1% . Hauboaee yacrpie U3 HEBEPHbBIX
IMar{o3oB: Oes:kearymHbii rematut (25,1% ), nepunaransuoe nopaskenue ITHC (6,4% ), nerckmit
uepedpaasubiii mapaauu (2,7%), paccrpoiicTBa ayrucTud4eckoro cumekrpa (2,7%), miaockocromue,
Bajbrycuasa aedopmamusa crom u ap. (cymvapuo 16%). Pasanmua mexnay manudecrammein ML
¥ IIOCTAHOBKOH MOJIEKYJISIDHOTO TMATrHO3a B HACTOSIIee BpeMdA COCTABJIAET 3 roga 8 mec. 10 Mexu-
aHe. BozpacTHbIe peKOMeHIAIMH 110 HA3HAUYEHUI0 MPUMEHAEMbIX IMPeNnapaToB CUMIITOMATHYECKO
M MATOTEHeTUYECKOH Tepamud HAXOAATCSI B AuamnasoHe ot 2 mo 5 jger. CpeaHuii Bo3pacT AUATHO-
ctuxku ML/ Gosee 7 eT HaxogUTCA 3a MpeAeIaMi ONTHMAJbHOTO BO3pacTa IJid Hadyajla Tepamuu
¥ TMOJIyYeHHSI ee MAKCHMAJBHON KJIMHUYecKoil addexTnuBHocTu. HaKkomieHHBIN Me:KIyHAPOIHBIN
M POCCHUICKMI OIBIT JeMOHCTPHUPYET BO3MOIKHOCTHM YJIYyUIIEeHHS HepBUYHON muarHoctuku MJLJT
B PaHHEM /JOIIKOJHFHOM BO3pacTe U TpeGyeT MOBCEMECTHOr0 PACIpPOCTPAHEHMS.
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DUCHENNE MUSCULAR DYSTROPHY
AND ITS EARLY DIAGNOSIS.
RELEVANCE, PROBLEMATICS, POSSIBILITIES, PROSPECTS
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Duchenne muscular dystrophy (DMD) is an orphan neuromuscular progressive genetic disease
that causes muscle breakdown and subsequent loss. Provided early diagnosis, complex standard
and pathogenetic therapy significantly changes the trajectory of the disease, making it more
benign. Diagnosis of DMD is a two-pillar system with creatine kinase (CK) level measured at the
first stage followed by molecular genetic study in case the enzyme threshold values. The quality
of genetic diagnostics in Russia has reached the best worldwide standards recently though
identifying children with elevated CK levels is yet difficult. The number of diagnosed DMD
patients in Russia is significantly lower than the statistically estimated global amount. The
average age for diagnosis is not decreasing either. Thus, the median age for DMD and Becker
muscular dystrophy (BMD) molecular diagnosis is 7 years and 8 months old. The number of
identified children below the age of 2 y/o in Russia has remained consistently low over the past
three years. According to the results of a familial cases survey, the correct primary diagnosis of
DMD was established in less than half of all cases, 47.1% . The most common incorrect diagnoses
were as follows: asymptotic hepatitis (25.1%), perinatal damage to the central nervous system
(6.4%), cerebral palsy (2.7%), autism spectrum disorder (ASD) (2.7%) and flat feet, hallux
valgus etc. (16% in total). The median duration between the initial DMD manifestation and
molecular diagnosis is 3 years and 8 months as yet whilst the age-specific guidelines suggest
prescribing standard and pathogenetic therapy during the 2 to 5 y/o period of life. Therefore,
the Russia’s average age of DMD diagnosis above 7 y/o lies far beyond the optimal age for
initiating of the DMD therapy with the purpose of gaining its maximum possible clinical
benefit. The accumulated international and Russian experience demonstrates the possibility for
improving of the primary DMD and BMD diagnosis in early preschool age and therefore requires
its nationwide introduction.
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Mperimeunaa guctpodus rormmemna (M) —
OIHO W3 Haubojiee YaCTO BCTPEUAOIUXCS opdaH-
HBIX 3aboseBanmii. Bo Bcem mupe MJIJI] HasbIiBatoT
youiinieii manpunkoB Ne 1. Oma BBIZBaHaA MyTa-
nuamMu B rene DM D, joxkaiamsoBanHoM Ha Xp2l-
xpomocome [OMIM # 300377] [1, 2]. Beigensior
IBa OCHOBHBIX (heHOTHIIAa 3a00JIeBaHUS: MBIIIIEU-
Haa pucrtpodpua [iomemma (M) - raxenad
dopma, yacToTa BCTPEUAEMOCTH KOTOPOII COCTaB-
aser 1:3500 HOBOpPOXKIEHHBIX MasbuuKoB [OMIM
# 310200], u wmbimeyHas apucrtpodua DBekkepa
(MOB) — nerxasa dopma ¢ wacroroit 1:20 000 pox-
meauin [OMIM # 300376]. Oxma TpeThb MyTaI M

BO3HUKAaeT de novo [3, 4]. Kiuuuueckas TsaKecThb
3a00JieBaHUSA 3aBUCUT OT TOTO, COXPAHSETCS JIU
pamka cumtbiBaHus rexna: MJIII B ocHOBHOM 00Yy-
CJIOBJIEHA MYTAIlUAMU C HapYIIeHWeM pPaMKH,
Torga Kak MJB — myranuamMum ¢ ee coxpaHeHUEM
[6]. Myraniuu B reme DMD mMoTyT OBITH TaKIKe
CBA3AHBI C X-CIEILJIEHHONW MIUJIATAIIMOHHOI Kap-
INOMMUOIIATHEH, B OTOM CJIyYyae Yy IIaIllMeHTOB
HabJOgaeTcs TOJMbKO marosorua cepana [OMIM #
302045] [6, 7].

HuctpoduH — BasKHEUIUN OEJIOK MBIIIIEYHONR
TKaHU, o0ecHeuMBAIONINII NPAaBUJILHOE COKpaIlle-
Hue MbImn. MyTanuy NTPUBOLAT K CHUMKEHUIO



YPOBHA CHUHTE3a, CUHTE3y YKOPOUEHHOTO OeKa
UJU TIOJHOMY OTCYTCTBUIO (QYHKIMOHAJIBLHOTO
0esiKka, YTO BBIBBIBAET pa3pyIIeHUE KJIETOUHOMN
CTEHKU MUOIIUTA, IOCJEeAYIONNA HEKPO3 U KUPO-
BOe TepeposKIeHNe MBIIIIeYHO TKaHu. JlaHHbIe
U3MEeHEeHUA B3aTparuBalOT BCe KU3HEHHO-BAaKHBIE
OpraHbl U CHCTEMBI OpTraHu3Ma OOJBHOTO, UYTO
Hens30eKHO BeNeT K paHHell WHBAJIUAW3AIUU U
cvmeptu nanueHta ¢ MJIJI Ha BTOpOM—TpeThEM
mecarunerun KusHu [8—10].

VYIydmuTs KauyecTBO U CPOK JKU3HU TaKUX
TanueHTOB MOJYKET CBOEBpPEeMeHHasd KOMILIeKCcHasd
CTaHJapTHAs M IaTOTeHEeTUUECKasd Tepanud, KOTo-
pyio HeoO0XOAMMO HaUMHATHL B Hambojee paHHEM,
mocuMrToMHOM Bospacte [11]. Ilenb KomIiekcHO
Tepanuu — NPeAYIpPefuTb IPOTPECCUPOBAHUE BTO-
PUYHBIX WHBAJIUAUSUPYIONINX, He 00A3aTeTbHBIX
nas M ocimoskHeHUit, 3aMeIJIUTL TeueHne 3a00-
JIeBaHUS U COXPAaHUTHh (PYHKIMOHAJIBLHYIO aKTUB-
HOCTh IAIMeHTOB. K co’KaJleHu[o, B HAaCTOAIlee
BpeMs CPeJHUI BO3PACT IIOCTAHOBKU AMAarHo3a B
Poccuiickoit ®Pemepariuu cocTaBiasgeT Oojee 7 JeT
[12, 13]. K »sromy Bospacrty OoJsbliasg dYacTh
MBIIIIEUHOM TKaHU YKe paspyllleHa U JajibHeli-
Iee JieyeHWE He [OaeT OKUAAEMBIX KJIMHUYE-
CKUX pPe3yJbTaTOB, TaK KaK HET TOUKU IIPUJIOIKe-
HUA [OJS Tepanuu B BUJE COXPAHHOM MBIIIIEYHON
TKaHU. VIMEHHO MO3TOMY Ba’KHO NUATHOCTUPOBATH
3aboJsieBaHUe B Hambojee paHHEM BO3pacTre, KoTza
KOMILJIEKCHAs Tepanusa MOYKEeT AaTh HaWUJIyUIIue
pesyJabTaThl ¥ TPOTHO3BI HAa KaUeCTBO M IIPOJOJI-
SKUTEJHLHOCTh JKU3HU.

T'enetura u matorenes MJIJT

Tew DMD, Komupyiomuii 6eJ0K AUCTPOPUH,
pacmoyokeH Ha xpomocome 21 (Xp2l1.2-p21.1),
SABJISIETCA CAMBIM IIPOTSKEHHBIM O0EeJIOK-KOIUpPY-
IOIMM T'e€HOM UYeJIOBEKa, ero pasMep COCTaBJseT
2200 T.m.m. (0,1% Bcero reHoma YeJIOBEKa), OH
cocToUT U3 79 CTPYKTYPHBIX 3JIEMEHTOB (9K30HOB)
u 8 mpomoropoB. Pasmep rema DMD, a TakKe
0COOEHHOCTHU €r0 CTPYKTYPhI 00YCJIOBANBAIOT 00JIb-
110e KOJIMYEeCTBO PasHOOOpas3HBIX II0 pasMepy u
Jokanmsanuu wmyrtamnuii (6omee 7000) [8]. Tenm
KomupyeT OeJOK OUCTPOPUH — OCHOBHOM CTPYK-
TYPHBIA O€JIOK MBIIIIEYHBIX KJIETOK, KJIIOUEeBOI
SJIEMEHT CTAOWIM3AI[MU MBINIEYHON KJIETKH BO
Bpemsa cokpamienud [3, 7]. Myraunuu B rene DM D
NPUBOAAT K IOJHOMY WJIM YACTUYHOMY IIpeKpa-
IIEHUI0 CUHTEe3a PasInYHBIX M30(popM cemelicTBa

O6esnka muctpoduHa. [ucTpohuH TaKKe ABIAETCA
CTPYKTYPHOI OCHOBOUM IUCTPO(MUH-ACCOIMUPOBAH-
HOTO TJIMKOIIPOTEMHOBOTO KOMILIEKCA, KOTOPHII
obecmeuynBaeT CTPYKTYPHYI0 U (OYHKIMOHAJIb-
HYIO IIeJIOCTHOCTh MeMOpPaHBbI MBIIIIEYHON KJIETKH.
B orcyrecTBUM (PYHKIIMOHAJIBHOTO AUCTPOMUHA
MIPOUCXONAT JecTabuamsanud MeMOpaH U, Kak
CJIe[ICTBUE, TOBPEKIEHNE W Jerpagaliid MbIIIeu-
HBIX KJeTOK [8].

Cpenu myrarnuii rena DMD B ~65% cayuaes
BCTpeUarTcAd KpymHble meaeruu; ~10% wmyrammit
IPECTABJEHBl OYIIJIUKAIUAMU, a OCTAJbHBIE CJIY-
Yaym — TOUYKOBBIMU ¥ MAJBIMUA MYyTallUAMU, U3
kKoropeix 10-15% mpemcTaBieHBI HOHCEHC-MYyTa-
nuamu (crom-mytanusa) [10, 13]. Myramuu npu-
BOAAT K HAPYIIEHWIO CUHTe3a Oejika qucTpoduHA,
YTO ABJIAETCA KJIUYEBBIM MOMEHTOM B Pa3BUTUU
3abosieBaHusa. MyTaHTHBIA AUCTPOGUH HE CIIOCO-
0eH oOecreurBaTh COXPAHHOCTH W IIPABUJIBHYIO
pa6ory eI, WHIYIIMPOBaHHOE [e3WHTErpaIlu-
ell KJIETOUHOII CTEHKM B OTCYTCTBUU AUCTPodGUHA
TMOBpPEXKJeHNEe MBINII, (BKJIHOYAd YTEYKU CapKo-
JIEMMBI, WIIEMUYEeCKOe TIOBPEXKAEHNE, OKUCJIHU-
TeJbHBIM ¥ HUTPO3ATUBHBIA cTpecc, abeppaHTHYIO
aKTUBAIMIO KaJbI[MIT-3aBUCUMON IIPOTeaskbl n (Poc-
(onumasel) BHIBHIBAET NOBPEKIEHUE OPraHesJ B
IUCTPOPUUHBIX MHUOIMTAX. B 3M0POBBIX MBIIIIAX
IedeKTHBIE OpraHesJIbl 1 OeJIKOBBIE arperaTsl yia-
JIAIOTCA C MIOMOIIIBIO ayTo(aruu; OZHAKO OHA CUJIb-
HO momaBieHa mpu MIJl [14]. Hapymenue ayto-
(harum TPUBOIUT K HEKOHTPOJIUPYEMOMY HaKOILIE-
HUI0 TUCPYHKIIMOHAJIBHBIX 0€JKOB M Ie(heKTHBIX
opraHejl1 U, B KOHEUYHOM WTOre, K JIereHepaluu
MBIIIIEUHBIX KJETOK [8, 15].

IMUAEMHUOTOT U

I'mobGanbHBIe TOKasaTeau 3ab0JieBaeMOCTHU
MO, B 1esioM, CPaBHUMBLI B DPA3JUUYHBIX PETMO-
HAX MHUpPA, He BBIABJIEHO KOHKPETHBIX ITOMYJIAIINHI
¢ 3aBeioMO 0ojiee BBICOKUM WJIM HU3KUM DPUCKOM.
Ilo maHHBIM JHUTEPATypPhI, 00BeIUHEHHAA PAaCIIPO-
crpanensocts MJIIJl B mMupe cocraBujia 5,3 ciy-
yag "Ha 100 000 my:xumn. CBOOHBIN IOKasaTesb
3abosieBaemocty MJ[Jl 110 KOJMYECTBY POKAEHUI
cocraBua 21,4 ma 100 000 KMBBIX HOBOPOMKIEH-
HBIX MaJgbuukoB [9, 16, 17] (Taba. 1).

ITo mamabpim Research and Markets (2017)
[22], B CHIA wmacuutsiBasoch 16 840 GoixbHBIX
MIOIO. O6iiee KOIUYECTBO MAIIMEHTOB MaKCUMAaJb-
HO B Bo3pacTHOU rpymnne 8—13 ser u 14-19 ser —

Tabauya 1

Haunsie mo 3a6oseBaemoctu M/I/] B pa3iamyHbIX permoHax Mupa

Crpama KoanuecTBO GOIBHBIX 3a6oxeBaemMocTh — KoauuecTBo caydaes/100 000 Ceblaka
M//I/nacesienne CTpaHbI SKMBBIX HOBOPOSKIEHHBIX MaJbUMKOB

B mupe ~300 000/8 000 muu 21,4/100 000 [9]
CIITA ~10 015/ 327 maH. 17,24/100 000 [18]
ABcTpanus ~1200/ 25 maH. 18,6/100 000 [19]
Benukobpuranus ~2500/ 66 muH. 10,7-27,8/100 000 [20]
Nranusa ~2500/ 60 miH. 25,8/100 000 [21]
Poccusa Het manabix — —
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4757 m 4714 coorBercTBeHHO. OPUEHTHUPOBOUHO
1 u3 5000 manpuukoB B CIITA B BodpacTe OoT 5 110
9 ner umeer MI/MIB. B 2010 r. ¢ TakuM guar-
HO30M HacuuThkiBasock ~1,4 m3 10 000 my:xuwmH
B Bo3pacte oT 5 nmo 24 jer [23]. B crpamax EC
KoaudecTBo OosbHBIX ML B 2017 r. cocraBmiio
27 685 ueI0BEK, OKUJAETCA YBeJIUUEHNE UX KOJIHU-
YecTBa B CBA3U C IOBBIIIEHUEM IPOJOJIIKUTEIHHO-
CTU KU3HU OOJIBHBIX B IPOTHOBUPYEMOM IIEPUOIE
2020-2030 rr. [22].

B Poccum Ha cerogHAINHUI IeHL HET 0000-
IIEHHBIX MaHHBIX O 3a00JIeBaeMOCTH, PacIpoCTpa-
HerHnoctu MM, mosToMy KOJHMYECTBO OOJBHBIX B
CTpaHe pPacCUMUTHIBAETCA HA OCHOBAHUU TIJIOOAJb-
Hoit cratuctTuku ~3500-4500 uenoBek. C yueTrom
KosmuecTBa porkaenuii B P® za mocaenuue 20 et
[24] B cTpane exxeroguo po:kpaercda ~200 manbuu-
koB ¢ MIIII/MIIB. B P® moka HeT efWHOTO pPeru-
cTpa OOJBLHBIX, NAaHHbIE Pa3pPO3HEHBI IO BpavaM,
MaInUeHTCKUM U MeIUIIMHCKUM opraHusanuam. I1o
nanubIM perucrpa @®I'BHY MTI'HII uwm. akax. H.II.
BoukoBa, KOJIMYECTBO AMATHOCTUPOBAHHBIX IAIlH-
eraroB ¢ MIIJ] Ha Komery 2023 r. cocraBaser 1706.
HenuarHocTupoBaHHBIE OOJIbBHBIE JKUBYT «HEBU-
IUMKaMMH» C HEIPaBUJHLHBIMU [OWATHO3AMU [0
BO3pacTa CphbIBa KOMIEHCAIUU, 0e3 HeoO0XOAUMO
MEeIUITMHCKOM, COMUaNbHOM U peabuIUTAIIMOHHOMN
noamep:kKu. CpOK JKM3HU TaKUX OOJBHBIX DPEIKO
moxomut po 15-20 jer [8-10].

B 2024 r. omy6iuKOBaH yCIEIIHBIN POCCUMCK U
pEeruoHANbHBIN ONBIT paHHed aumarHocTuru MILIT
[25]. ABTOpP IPUBOIUT TOJOKUTEIbHBIE PEIYIbTATHI
oupenenenusa yposueit K®K, JIOAT', 1P, ACT u
AJIT y meteii mo 3 jeT, MOCTYHABIINX HA JEUEHUE
B HEBPOJIOTMUECKUE CcTaluoHapbl KpacHodpcka u
KpacHoapcKoro Kpasi. 9TO IIO3BOJIMJIO 3HAUUTEIHHO
YBEJIMYUTD BBIABISEMOCTb OP(AHHON MATOJIOTUU B
peruose, B T.u. MJIIl. Ha cerogHATITHUHA AeHb KOJIN-
yecTBo nereii ¢ MI[Il cooTBeTCTByeT Me:KIyHapO/I-
HBIM PACUETHBIM SIUAEMUOJOTUYECKUM JaHHBIM.
Bousee Toro, 25% pmarumosoB MII]I 6b110 ycTaHOBIIE-
HO B BoapacTe n0 3 Jjer. B pesyabrare 100% mereit
B KpacHOApCKOM pervoHe IOJyYalOT CTaHAAPT-
Hy0 Tiaiokoxoptukocrepounayoo (I'KC), a 38% —
IIATOTEHETUUECKYI0 Tepamnuio. ITOT YHUKAJIbHBIN
nnsga P® peruonanbHbII NIpUMep [IeMOHCTPUPYET
PesyJIbTaTUBHOCTb U IIPOCTOTY IPaKTUUECKOIl pea-
ausanuu [25].

Hauuble 06 00Ileil M BO3PACTHOI pacmpocTpa-
"memHoctu MIOI/MIB B P® wuwmeror pematiliee
3HaUeHUe AJIA Pa3paboTKM IJIAHOB OKAa3aHUA KOM-
NJIEeKCHOM MEeIUIIMHCKONM U COIIMaJbHOW IIOMO-
1IT1, TIEPCIIEKTUB MCIOJIb30BAHUA CYII[ECTBYIOIIEH 1
BHOBbB ITOSABJIAIONIEHCA TaTOT€HEeTUUECKON Tepalnu.

Kaunnueckne npoasaenua ML
Ha PAaHHHUX CTAaUAX 3a00JIeBaHUSI

M — mporpeccupyioliiee 3abojaeBaHUe, MHep-
Bble KJWHUYECKUNE MPOSABJEHUSA KOTOPOTO MOYKHO
3aMeTUTh YyiKe K 2-JIeTHEMY BO3pacTy, WHOTIA
U paHbIile. PaspaboTaHbl TaOJUIBI MOTOPHOTO
¥ HEPBHO-IICUXUYECKOTO0 PAa3BUTUA [JA OIEHKU

HaBBIKOB U yMeHui nereii. Ix 4acTo UCHOJIBL3YIOT
He TOJIbKO BpauyM YyYaCTKOBBIE IeauaTpbl, HO U
poautenu. UmenHo 61aromapsa UM MOYKHO BBISBUTH
TmepBble CUMIITOMBI 3a00JIeBaHUA: pPeOEHOK TMO03Ke
HauMHAEeT CUAETh, HEe II0JI3aeT WJIMW ILJIOXO IIOJI-
3aeT, MO3’Ke BCTAeT y OIOPhI M II03)Ke HaUWHAET
xoauTh. Hesb3s cKasaTh, UTO BCE 3TU OTKJIOHEHUSA
NaTOTHOMOHUYHBI TOJNbKO muas MJIII, omHako oHU
TIO3BOJIAIOT 3aIll0O3PUTEL 3ab0IeBaHUe.

Kpome olieHKM MOTOPHOTO Pa3BUTUA, CJIEAYET
obOpaIiaTh BHUMaHUe Ha PeYeBOe Pa3BUTUE PeOeH-
Ka. Hepenku mpuMepbl TOr0, KOTZAa M3HAYAJIBHO
«3I0POBBIE» OETH C TAPMOHUYHBIM (PU3UUYECKUM
pasBuUTHEM HAYMHAIOT OTCTABAaTh OT CBOUX CBEp-
CTHUKOB B IICUXOJOTMYECKOM U pEUeBOM pas-
BUTHUU. OTO MOXKET MHPOABIATHLCA HEIMOHWMAaHUEeM
obOparliieHHOII peun, n3beraHueM IIPAMOTO dMOITHO-
HaJIbHOTO KOHTaKTa, HEINOHUMAaHWEM IIOATEKCTa,
UCKa’KeHNeM 3BYKOB, TaKUe IETU TOBOPAT O cebe
BO BTOPOM MU TpeTheM Jauie. OT4yacTu 3TU TPO-
SABJIEHUA MOJYKHO CBf3aTh C C pacCcTpoiicTBaMU
ayructuueckoro cuekrpa (PAC) [26]. JocraTouHo
yacto PAC He TOIbKO «compoBokgatoT» MIII, mHo
¥ MacKUPYIOT OCHOBHOe 3a00JieBaHUeE.

K wmapymeHusaM co CTOPOHBI OIOPHO-IBUTA-
TeJBHOTO amlapaTa MOYKHO OTHECTU HapyIlleHUe
MOXOAKM, nedOpMAaINI0 CTON, IIePeJIOMbI, KOH-
TPaKTyphl, cKoauno3. Ha Hambojsee paHHeM aTare
3a00JieBaHUA BPAUM-CIIEIIUAJNCTBI CTAJIKUBAIOTCA
¢ pmedopMmaiueil CTOI ¥ HapPYIIeHUEM NTOXOIKU.
Y mnamumentoB ¢ Ml ecTb HECKOJNBKO SAPKHUX
TMATOTHOMOHUYHBIX IIPU3HAKOB: IICEBIOTUIIEPTPO-
GusaA UKPOHOMKHBIX MBI, <«yTHUHAS IOXOOKa»
(xkorza pebeHOK IlepeBaiUBaeTCs C ONHOII HOTW Ha
IPYTYyI0) ¢ IMMUPOKOIl OMmMOpOi, TPYAHOCTHU C BeEp-
TUKaIu3anueil u3 TOPUBOHTAJLHOTO IIOJOKEHUA
(rakme meTH WUCIOJBL3YIOT mpumeM ILoBepca IIpu
moabeMe: BCTAIOT, B30Upasch 1Mo cebe MU JIeCEH-
KOl ¢ OIopoil Ha IOJ U 3aTeM Ha cebdA), HeyMeHUe
IPBITaTh, CJOMKHOCTH C IOJBEMOM IIO JIECTHUIIE,
HEJIOBKOCTb U YacCThle IaZieHusa. PeOeHOK co BpeMe-
HeM HAauMHAeT XOAUTh Ha IbImoUKax. Taxkue maMe-
HeHUS 00bACHUMBI (hOPMUPOBAaHUEM KOHTPAKTYPBI
TOJIEHOCTOIIHOTO CyCTaBa C U3MeHeHueM (HOpPMEBI
CTOIIBI 110 TUIy cTombl Ppuapeiixa. Kpome KoH-
TPaKTyp TOJIEHOCTOIHBIX CYCTAaBOB, HapajljieIbHO
MOT'YT Pa3BUBATHCA KOHTPAKTYPHI U APYTUX CyCTa-
BOB — ILJIEUEBBIX, JIOKTEBBIX, JYyUYE3aNsACTHBIX,
Ta300eIPEeHHBIX U KOJIEHHBIX [27].

PasButue ocreomnoposa TakKe BIUAET Ha OIOP-
HO-ABUTATENIbHBIN anmapaT. OH BOBHUKAaeT y AeTel
erre Ha OECCUMIITOMHOI CTaAVNM U HEYKJOHHO IIPO-
rpeccupyeT ¢ TeueHueM 3abosieBanuA. [ IUTeTbHBIN
npuem 'KC u nmpucymuii geram ¢ M meduiut
BuTaMuHa D IPUBOAAT K elrle 0OJbIell BhIpaKeH-
HOCTU ocTeomnoposa. IlocaefcTBUEM 9TOTO ABJIAET-
cA yBeJIWYeHUE YacCTOThI IIePEIOMOB, KOTODHIE B
3HAUUTEJbHON CTeIeH! BJIUAIOT HA MOOMIBHOCTH
marnueHTa, BIJIOTH OO IIOJHOM IOTEPU CIIOCOOHOCTU
K CaMOCTOATEJILHOMY IepenBu:KeHuIio [28].

BHenpeHne B TpPaKTHUKY KOMILJIEKCHOM CTaH-
IapTHOM Tepamuu II03BOJUJIO W3MEHUTL «ecTe-



cTBeHHYI0» uctoputo M, OpoajuTh pPaHHIOIO
aMOyJIaTOpHYIO CcTaguio 3abojeBaHUS, W3MEHUTH
IIPOTHO3, TAMKECTb TEUEHUS U IMPOJOJIKUTETbHOCTD
SKM3HU, HO BCE 9TO BO3MOKHO IIPU PaHHEN AMarHo-
ctuke MJIIT 1 cBoeBpeMeHHOI Tepaluu.

Omnsit quarnoctuxku MJ/I/] B mupe

CylecTByomiasi B HACTOSAIEe BPeMs IPAKTH-
Ka guarHoctuku MJ[J] B GOJIBIIIMHCTBE CTPaH y:Ke
HEeM3MEHHO Ha IIPOTSIKEeHMU MHOTHX JIeT II03BO-
JIsieT AUaTHOCTHPOBATL 3a00JieBaHME B BO3pacTe
4-5 ner [29]. Jlugepsl, Hanpumep, Uranusa, gua-
rHOCTUDPYIOT Aereit ¢ M no 3 et [30].

ITogospenne Ha MJIII] OOBIYHO BO3HUKAET B
PaHHEM [eTCTBE Ha OCHOBE XaPAKTEPHBIX CHMIITO-
MOB, OINMCAHHBLIX Bhillle. HeMeqieHHOe HAIpaBJie-
HUe MalMeHTa Ha KOHCYJIbTAIIUIO0 K CIIEI[UAJIHCTY
110 HEHPOMBIIIEUHBIM HAPYIIEHUAM U K IeHEeTUKY
IM03BOJIAET N30eKaTh 3aJePKKN B IIOCTAHOBKE IMa-
raHosa. Peike IMOZO3peHHsA BO3HMKAIOT HA OCHOBA-
HUU 3aJePyKKU B PA3BUTUY NIV BBIABJICHUS IIOBbI-
IIIEHHOTO YPOBHA CHLIBOPOTOUYHBLIX (DEPMEHTOB —
AJIT, ACT, JIOAT uau K®PK. Ha puc. 1 opexncras-
JIeHBI pes3yJabTaThl ompoca 191 poccuiickux cemeit,
nmemux nereit ¢ M, o BodpacTe IMarHOCTUKH
3aboneBanuda [12].

ITo pesynbraTram ompoca 191 cewmeii, mpoge-
IEeHHOTO OJIaroTBOPUTENLHBIM (oHAOM «['opmeii»
[12], B manHO# BBIGOPKE CPEIHUI BO3PACT AMATHO-
ctuku MJIIII cocraBiasger 5,073 roma (60,88 mec.),
menuana — 5,075 roma. B panHem Bo3pacTe — 10
roga — M BeIABAAOT ¥ 7,9% nmereii, oOBIUYHO
Ha (POHE PACIIMPEHHOT0 OMOXMMUYECKOI'0 HCCJIIe-
IOBAHMWS KPOBU II0 BOIIPOCY APYIOr0 MMEIOIErocs
3a0oseBanus. Boicokue ypoBuu K@K B Takux ciy-
Yyasgx IIOUTH BCErga SIBJIAIOTCA CJIYYaMHOM HAXOI-
Koii. ¥ 20,4% pmerell ycramaBIMBaeTCa IUATHO3
B BO3pacTe OT roza OO 3 JIeT, U 9TO TOT BO3PACT,
Korgpa npoaBiaenus Ml y:xe BUIHBI, 1, BUAUMO,
mormaJicsl ONMBITHBIN Bpau. ¥ 31,4% mereii muarHo3
yCTaHaBJIMBAETCA B BO3pacTe OT 3 [0 D JieT, KOorma
poauTe W HauuMHAIOT OUTH TpeBory; y 34,0%
Iereil — B Bospacte 6—9 Jier, KaK IIPaBUJIO, IIOCJIE
IIePBOHAYAJBLHO HEIPABUJILHO IIOCTABJIEHHOTO AMAa-
THO3a U [JINTEJBLHOIO 0e3pes3yJbTaTHOI'o Jieue-
HUsd, a 6,3% mereil AMATHOCTHUPYIOTCA B BO3pacTe
9-12 mer, Korga ysKe BOBCIO HIET CPBLIB JBUTa-

M CkouibKo JieT ObL10 Bariemy peOGeHKY/neTsaM HAa MOMEHT
IIOCTAHOBKHM AUArHO3a (n:191)
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Puc. 1. PesyabraTsl onpoca cemeii, umeromux aerei ¢ M,
0 BO3pacTe IOCTAHOBKHM MOJIEKYJISIPHO-TeHETUIECKOTO qUar-
Ho3a 3ab6oaesanus [12].

TeJBLHON KoMmeHcanuu pebenHka. IlosmgHue mpa-
BUJIbHBIE JUATHO3bI 3aUaCTyI0 BBICTABJIAIOT Bpauu
(emepasbHBIX MEIUIIMHCKUX IEHTPOB B MOCKBe
u Cankrt-IleTepOypre, Kyna AeTeil OTHPABIAIOT U3
PEeTrMOHOB AJIs YTOUHEHUSA NUarHo3a.

Ha puc. 2 mpencraBiieHbI OOOOIIEHHBIE IaH-
HbIe BO3pacTa mocTaHOBKmM amarHoza MII/M]IIB
B MT'HII nm. H.II. BoukoBa B Teuenme 2018—
2023 rr. (mammeie PT'BHY MTI'HI[ wuwm. axafp.
H.II. BoukoBa my0JMKYIOTCA BIIEPBLIE).

Menuana Bo3pacTa OOpalleHUA IPU HAJIUUUU
TMOJIO}KUTEJIBHOTO pe3yJabTaTa IIepPBOHl CTyIeHUu
IUarHOCTUKU — BbICOKOro ypoBHA K®PK (Goiee
1000 ur/mia) — cocrasiaser 7 jer 7 Mec., MeguaHa
BO3pacTa IIOCTAHOBKMW MOJIEKYJIAPHOTO [AMarHo3a
MOO/MOB — 7 ner 8 mec. [lanHbIe ompoca cemeit
OTJIMYAIOTCA OT Pe3yJbTATOB aHAJIN3a MOJIEKYJIAP-
HO-T€HETUYECKOU [AMarHOCTUKMU, ITPOBEJEHHON B
MTI'HIT nm. H.II. BoukoBa B Treuernue 2018—2023 rr.
O0bscHeHUEe 3TOMY MOMKHO Ha¥TH Ha puc. 3, Ha
KOTOPOM BUIHA OOJIbIIIasg TPyIIa BO3PACTHBIX
anueHTOB, KOTOPBIE OTCYTCTBYIOT B BBIGODKE
omporeHHbIX (GoHAoM cemell (manuvie PI'BHY
MTHII um. akax. H.II. BoukoBa my0aukyioTcsa
BIIEPBEIE).

W3 mpuBeneHHBIX Ha PUC. 3 JaHHBIX CJEAYET,
YTO KOJUYECTBO [eTell, IMOJydarolux TI'eHeTuue-
ckoe sakjiouenue o MJIII B BoapacTe mo 2 Jer,
cTabUJIbHO HEBBICOKO U HEe MEHSEeTCA 3a IIepPuoj
2018-2023 rr. OcHOBHOI BO3paCT AUATHOCTUKU —

KouuuecTBo
MarueHToB, N
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Puc. 2. Bospact nanuentos ¢ M/I/I/M/IBb Ha MOMeHT oOpalieHNsI 32 MOJEKYJIAPHOI AuarHoctukoi (n=1706) (zanusie ®PTBHY

MTHII um. akan. H.II. BoukoBa myGJINKYIOTCS BIepBHIE).
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3-10 mer, mpu stom ¢ 2019 r. mo 2021 r. yBesau-
YMJIachk IPYIIa AUATHOCTHPOBAHHBIX IIOAPOCTKOB
crapure 11 jger. CKopee Bcero, sTo HAI[UEHTHI CO
CJIOKHBIMU MYTaIlMAMU, KOTOPbIE paHee WHMeIUn
nmarso3 MJIIJII Ha OCHOBaHUU BBICOKOI'O YPOBHSA
K®PK u KJIuHWYeCKOl KapTUHBI 3a00JieBaHUA.
CoBepIlleHCTBOBaHWE Te€HOAUATHOCTUKU B HACTO-
dIlee BPeMs IO3BOJIAET BBIABIATHL TO, UYTO OBLIO
HEBO3MOJKHO HECKOJIbKO JieT Hazazn. Tak, mo 2017 r.
BO3MOJKHO OBIJIO BBEIABJIATDL TOJBKO KPYIHBIE MyTa-
nuu. Ecau roBOpUTh O Pa3sBUTUU MOJIEKYJIAPHOM,
B T.4. M MeHOAUATHOCTUKU B P®, TO MOKHO BBIJe-
JIUTh HECKOJIbKO JTAIOB:

— sran 1, 1989-1990 rr.: KocBeHHas naua-
THOCTHKA (BecTepH OJOTTHUHT M MMMYyHOMJIIOOpEC-
IIEHTHOEe OIpeJieJieHre YPOBHA JIUCTPOGUHA II0
OMONTATY MHBIIIIIL);

— aram 2, 1992-1993 rr.: paspaboTana MeTo-
InKa TreHeTudyeckoit nuarnoctuxku MII/MIB —
mouck nesenuii B 18 Hambosee 4acTo IesIeTHUPY-
eMbIX 9K30Hax TeHa DMD, B P® paspabGoraHa
coOcTBeHHAsT MeTOAMKA — IOMCK jgejernuii B 19
9K30HaX + o6JiacTh MpoMOTOpa (TOJIBKO y IIpobGaH-
Ia, He y HOCUTeJeH);

— otan 3, 2005—-2007 rr.: BHeIpPeH METO[I
MLPA gns moucka Aesieluii/AyIanKaiuii B TeHe
nuctpodura, ¢ 2008 r. uccaenyrorca Bce 79 sK30-
HOB reHa DMD;

— ortam 4, 2017 r. — HO HACTOAIIETO BPeMeHM!:
BHeapeH MeTon NGS (next generation sequencing)
reaa DM D, paspaboTaHa U BHeIpeHa B MPAKTUKY
TmaHeJb AJA CeKBEeHWPOBAHWA, BKJIOUaiomasa 31
TeH MBIIIEUHBIX auctpoduii. Poccuiickasa remomu-
armoctuka MII[/MIB crama camomoCTaTOYHOM,
HEeT HeOOXOAMMOCTH B OTIIPaBKe 00pa3I0oB KPOBU B
3apy0eskHbIe Ja0OpPATOPUMN.

B cayuasx, Korma AMAarHOCTHUKA C IIOMOIIIBIO
MLPA u ceKBeHWpPOBaHWE TeHa/IaHEIN TEHOB
He BBIABJIAIT NPUYMHHOIO BapuaHTa, Tpedyer-
cA ucciefoBaHUe ¢ 0ojiee IMUPOKUM IIOKPBITHEM
reHoMa (IIOJITHOTE€HOMHOE/TIOJTHO9K30MHOE CeKBe-
HUPOBaHME), HECKOJHbKO TNAIMEHTOB NPOXOIUIN
INArHOCTUKY B (poHZe «['eHOM KU3HI».

Ilogguuit muarsos MJIII[ osmauaer, UTO HaI-
Jekalee KOMILJIeKCHOe JieueHre, B T.U. U IIaTore-
HeTUYecKas Tepamnusd, IJd pedbeHKa He TPOBOAUTCS
TOTZA, KOTJa 5TO BO3MOYKHO, OINTHUMAJBHO, KJU-
HuuecKu s(p@deKTuBHO M yKe Heobxommumo [11].
TepameBTuueckoe okHO masa MJI[I[ — HeECKOJIBKO
JIeT, TOKa COXPaHHBI MBIIIIILEI. BoBpeMsa HasHAUeH-
Hasd ¥ TPOBOAMMAS KOMILJIEKCHAs Tepalus YBeJIU-
YMBaeT SHEPTHi0 U CUJIy pedeHKa, MoKa3aTeJbHO
3aMenaseT IporpeccUpoBaHue 3a00JeBaHUS, CHU-
JKaeT CMePTHOCTb OT BCeX IMPUYUH, MpeayIIperkaa-
eT (popMUPOBAHUE TAMKENBIX WHBAJTUIUSUPYIOITNX
OCJIOKHEHUM, obecmeunBas MPOAJIEHNE CIIOCOOHO-
CTU K CAMOCTOATENbHOM XOomabbe Ha TOABI, YJIydU-
IIeHre KauyecTBa U MPOJOJIKUTEJIBHOCTH KU3HU
[11, 31].

«3aBeca» HeBepHBIX Auaruo3os MJLJI

IIpu HaIWUYMU COBPEMEHHOH I€HOAMATHOCTUKYU
npob6sema BoigBaeHusaA MJII] B P® cBsa3aHa B 60Jb-
el cTenmeHUW C HUBKOM WH(POPMUPOBAHHOCTHIO U
HACTOPOKEHHOCTHIO TEANATPOB U APYTUX Bpauei
TIEPBUYHOTO THOJUKJIMHUUYECKOTO 3BeHa. B Hacro-
dllee BpeMs Ha BOOPY:KEeHMU y Bpaya UMeeTcs
IOCTATOYHO IIUPOKUM CIEKTD AMATrHOCTUYECKUX
BOBMOJKHOCTEI, HO, K COKaJIEHUIO, YacTOoTa Jua-
THOCTUYECKUX OINMOOK U IO3JHEN BepUDUKAIUU
HavaJbHBIX cuMIToMOB Ml mo-mpekHEMY OcCTa-
eTcs BBICOKOH.

OCHOBOIIOJIATAIOIIIM CPeIUu KPUTEPUEB TOCTO-
BepHOU auarHoctuku MLl ABisgeTca ompeneseHme
TeHEeTUYECKON MyTallii, UTO paccMaTpPUBaeTcd B
KauecTBe 3ojoToro cranzapra [29]. Ho mgaa Toro,
4yTOOBI HANIPABUTh Pe0eHKa Ha TeHeTHUUYeCKUil aHa-
aus, meguaTrpy Heobxomumo 3zamomosputh ML,
HaIpaBUTh MaJbUMKa Ha OIpeAesieHue aKTUB-
Hoctu K®K MapKepa MBIIIIEYHOI'O paclaja.
9To 00J1aCTh OTBETCTBEHHOCTU IeAUaTpa, KOTO-
PBI# OJIKEeH HaCTOPOKUTHCS, YBUIEB MaJIbUUKa
oT roma no 6 Jer ¢ JIIOOBIMHM [JBUTATEJIbHBIMU U
PEeUYeBBIMU 3alep;KKaMM’, YacThIMHU IaJeHUAMU,
HEYKJIIO}KECThI0, IICEBIOTUIEPTPO(dUell UKPOHOMK-
HBIX MBIIII, IpueMoM ['oBepca, yTOMJISEMOCTHIO.
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Puc. 3. KotuuecTBO POCCHIICKUX MAUMEHTOB C MOATBep:kIeHHBIM muarHozom MJIJ/MIB B 2018—2023 rr. (nanasie ®PI'BHY

MTI'HIT um. akan. H.II. BoukoBa myGINKYIOTCS BIIEPBBIE).




B samutry Bpaueil xoueTcsd IPUBECTU Pe3YJIb-
TaTbl ompoca B® «Topaeii» o ToM, Kakoil OMOXU-
MUYECKUI MapKep He0OXOAUMO IIPOBEPUTH, UTOOBI
uckaounts M. B ompoce yuactBoBaimu 150
Bpauell pasJIUYHBLIX CIEIUAJTbHOCTEI, 3apPerucTpu-
poBaBIIUXCA AJSA yuyacTUd B KoHpepeHIuu GoHIA
«Muopucrpopusa [lolieHHa: AUATHOCTUKA, Hal-
JeKaInii KINHUYeCKUN yxon u jJeueHue». 76,1%
PECIIOHIEHTOB OTBETUJIM IPaBUJILHO, YKasaB Ha
K®K.

B cTpykType ommbouHBIX auarHo3oB MJIIIT
IOMUHUDPYIOT: XPOHUUYECKUN TelNaTUT, KapIuOMUO-
maTusd, PaxuT, aJUMeHTapHas runorpodus, acre-
HUYECKUII CUHIPOM, TUIOBUTAMUHO3. HawuboJiee
YacThIM OIMMOOYHBIM guarHodoMm ML y meTcKux
HEBPOJIOTOB ABJAETCA IepUHaTaJbHaA dHIledao-
maTusA, AeTCKuil mepebpanbubrii mapamauu (JITIT),
aHOMAaJIUsA Pa3BUTHUA FOJOBHOT0 Mo3ra. OCHOBaHUEM
IJIs 9TUX AUArHO30B HEPEIKO ABJAINCH HapyIIe-
HUA TeUeHUdA MEePUHATAJIBHOTO IEPUOJa, 3aJePrKKa
asurateabHOro (72,9% ) m ncuxopeuenoro (37,1%)
pasButusa [32]. Hepegko y mereit ¢ M/l npu mep-
BBIX CHMIITOMax 3abojieBaHUA Ha NEPBBIN ILJIaH
BBICTYIIAeT KOCTHO-CYCTaBHAA IATOJIOTUA, UTO CJIY-
SKUT IIOBOJOM IJiA obOpalleHuA OOJBHBIX K OPTOIIe-
ny. OmHaKO KJIMHUYECKUI NUATHO3 CIIEIUaJINCTOB
3aYacTyl0 OCHOBBIBAeTCA HA JIOKAJbHBIX H3MeEHe-
HUAX KOCTHO-CYCTaBHOM CHUCTEMBI C BHICTABJIIEHUEM
TaKUX JUATHO30B, KaK ILJIOCKOCTOIINE, BaJbrycHAsd
medopmanud CTOI, BPOMKIEHHaAsd KOCOJIAIOCTD,
KOHTPAKTYPHI TOJIEHOCTOIHBLIX CYCTaBOB, CKOJINO3
[32, 33].

Ha puc. 4 npencraBiieHbl JaHHbIe 00 OCHOBHBIX
OIIMOOYHBIX MAMArHo3ax, KOTOPHIE BBICTABJIEHBI
getam ¢ M B IepBUYHOM HTOJUKJINHUUYECKOM
meJuaTpUYecKOM 3BeHe, W UX PaCIpPOCTPaHEHHO-
CTU 0 aHAJMU3y HCCIeTyeMOU POCCUICKOI BBHIOOD-
Ku B 187 cemeii [12]. IIpaBuJbHBIN TEePBUYHBIN
nuarao3 MIIJI ycTaHOBJIEeH MeHee UeM B IIOJIOBUHE
cayuaagx — 47,1% MaJlbUMKOB MOJNYUYMUJIN [IHA-
reos M cpasy. 3adacTyio [meTHu AJUTEIbHO
HaAOJIOJAIOTCSA O MECTY JKUTEJNLCTBA IO IIOBOIY
6essxenryirHoro rematurta (25,1%), mepuHaTaIb-
Horo nopaskenus ITHC (6,4%), OJLIII (2,7%), PAC
(2,7%), TIOCKOCTOIMSA, BaJbI'yCHOUN medopMariuu
cron u np. (cymmapso 16%).

Hawu6osee uacTble U3 HEBEPHBIX AUATHO30B IIO
pesyJbTaTaM OIpoca ceMeii:

— TacTposHTeposoTUsa: 6ECCHMMITOMHBIH Tela-
TUT HEyCTAHOBJIEHHOM! 3THMOJOTUU — CaMbIil 4acTHIHI
cpenm HeBepHBIX amarHosoB M (25,1%).
Tpaucamuuaassl (ACT u AJIT) y ManbumKoOB C
ML moBBIIIIeHLI B pas3bl B pe3yJbTaTe IIUTOJJIU3A
MBIIIIEUHBIX, a8 He IMEeYeHOUYHBIX KJIETOK, HO He BCe
Bpauu 3HAIOT 00 9TOif CBA3U. Buga pesysbTaThl
aHaJIM30B, Bpauyu IMPEeAIoJaraioT y pebeHKa rema-
TUT W TofaMu O0e3yCIeIIHO JieyaT WMEHHO ero,
IIOKa MBINIEYHAA IIATOJIOTUA He HAaUYMHAeT 3adB-
JATH 0 cebe B IMOJIHBIN T'OJIOC.

— HespoJsiorusa: moBpe:kJeHUE MO3ra 10, BO
BpeMs UJU B TeUEHUE MeCsdIla II0CJIie POJOB, KOTO-
poe MOJKeT IPUBECTU K CTOMKUM HEBPOJIOTHYE-

B M1 M Temarut

IIII ITHC

Il JIIIT W Ayruswm || [Ipyrue HeBepHbIe JUATHOS3bI
Puc. 4. PesyasraTsr onpoca 187 cemeil, umMerouux aerei ¢
MH}I, O IIePBUYHO BBICTABJIEHHOM JHArfHo3e B NMOJUKJINHU-
YecKOM ImeguaTpudeckom 3sene [12].

CKUM IIOCJIEICTBUSM B 0OoJiee cTapIlleM BO3pacTe.
Ilepunaranpuoe mopaskenue I[HC (IIII ITHC)
(6,4%), OUII (2,7%). ManpumkaMm Ha3HAUYaIOT
KYpChI Maccaka, 3JeKTpodopes, JeueOHyo TUMHa-
CTUKY W HOOTPOIIBI, GOJIBIIIMHCTBO M3 HAa3HAYAEMO-
TO He TOJILKO 0ecmoJie3Ho, HO 1 BpeaHo mpu MJIIII.

— Ilcuxuarpusa: PAC (2,7%). Cratuctuuecku
pacupoctpaerHocTs PAC y manpuukoB ¢ Ml B
10 pas BrIllle, YeM B cpeAHeM B monyJaaiuu. Korma
Bpauu BUSAT y Majubumka cuMntombl PAC, Bce
0COOEHHOCTH ABWKEHUI U TOBEJAEHUA II0 yMOJIYA-
Huio cuucbiBatoTcsa Ha PAC 1o «cphiBa IBUTATENb-
HOII KOMIIEHCAITIM» .

— Opronenusa: B KaxkaoMm 10-m ciayuae pebeHKY
OIIMOOYHO CTABUTCA NUATHO3 «IIJIOCKOCTOIINE», OT
KOTOPOTO €T0 «JIEUWJIN» TOJAaMU C IIOMOIIBIO JKECT-
KOI opTomenmuecKoil o6yBu (eire 00JbIlle 3aTPYI-
HSEeT W OCJOXKHSAET X0an0y pebernka ¢ MJII), cre-
aek, JI®K u maccakeit (IpOTUBOIIOKA3aHO).

— «BBI IPOCTO TPEBOKHAA MaMOUKa», «OH Ke
MaJb4YUK, II€ePepacTeT/NMeeT IPaBO».

Ha camom pese, Jiydiliee MeCTO, TJe MOYKHO
3aMeTUThL MPO0JeMBI C MOTOPHUKON y pebGeHKa
paHHETO [OOIIKOJBHOTO BO3pacTa — AeTCKas ILJIO-
manaka. Mama BUAUT 3TU OTJIUYUA — MAJbBUUK
He Oeraer, He NPBITAET, IJIOXO IIOJHUMAETCS IIO
JIECTHUIIAM, YacTO W 0OJHHO NIaJaeT, IMOTOMY UTO
He MOJKEeT OBICTPO CTPYIIIUPOBATHCA, HE TOBOPUT
Kak cBepcTHUKHU. C 3TUM MaMa NPUXOIUT K Bpauy.
Hepenko K Bpauy MaMy OTIPAaBJIAIT COTPYIHU-
KU JOETCKUX IOIIKOJILHBIX YUDPEKIEeHUI, KOTOpPhIE
TOKEe 3aMeyaloT PasHUIly MeXAy AeTbMUu. B pAzme
CTpaH «TPEBOYKHOCTH» MaMbl IO IIOBOAY [BUTA-
TEJILHOTO W PEUEBOTO Pa3BUTHUSA MaJbUMKa ABJIA-
eTcs TPAMBIM IIOKasaHWEM [Jis TeCTUPOBAHUSA
ypoBHa K@K c meabro uckaouernus M.

CreprocTh W HecHenU(PUYHOCTH CUMIITOMOB
MO B paHHeM BO3pacTe IPUBOLAT K TOMY, UTO
6oJiee TTOJIOBUHBI MAIMEHTOB U3 T€X, KTO HAXOIUT-
CcA B «BUOUMOI» IS MEIUIIUHBI 30HE, MOJYUYaIOT
KaKk MUHUMYM OJWH HEBEPHBIN KIMHUUYECKUI nua-
rao3 [11]. Onmpoc Bpauell MO3BOJIMJ BBIABUTH IIPO-
0eJibl B 3HAHUAX paHHUX cuMmntTomoB ML y mereit
TOTO BO3pAcCTa, KOTOPHIN U HYKEH IJA paHHel




IToBbimeHue neueHouHbIX Ipob (AJIT, ACT, JIIAT)
Hexoropsie cumnTombl HanomuHator JITIT wau IIIT ITHC
OcobeHHOCTH TIOBEIEHUA U COIIMATIBLHOTO B3aUMOAeHCTBIA
Pe6GeHOK OBICTPO yCTaeT OT XOTHOBI U MPOCUTCA HA PYUKU

HeyxiosxecTb, IpoOJIeMBl ¢ paBHOBECHEM
Cy1aboCTh MBIIIIII IIIeN
3afiep:KKa PeYeBOT0 Pa3BUTUA

3a/iepsKKa MOTOPHOTO PA3BUTUSA

46,2%

43,[7%

82,7%

Yacrora, %

Puc. 5. PesyasraThl TecTMpOBaHUA Bpadeil Ha 3HaHue panHux (0—3 roma) Hecmeumduueckux cuvmnromos M y mereit mo
3 zmer (n=160) (nanusie onmpoca cemeit B® «Topmeii», MyGINKYIOTCS BIEPBHIE).

IWarHOCTUKU — nmo 3 Jetr (puc. 5) (ZaHHBIE ommpoca
cemeit B® «Toppmeii», myOJIUKYIOTCSA BIIEPBBIE).

K xopoiro wmsBecTHBIM BpayaM CHUMIITOMAM
ML oTHOCATCA OBICTPAA YTOMJIAEMOCTH U CTPEM-
JeHue pebeHKa «Ha pyuxu» (82,7%), Gosee moJio-
BUHBI ONPOIIEHHBIX IPABUJHHO BBIAEIUJIN TAKNE
CHMIITOMBI, KaK HEYKJIIOKECTb, IIPOOJIEeMbI C PaB-
HOBecueM, 3aJep:KKa MOTOPHOro pasBuTusi. MeHee
MOJIOBUHBI OTHecau K cumnTomam MJIJI[ moBbIIiie-
HUe YpPOBHA TpaHcammuas, cuMmTombl IIIT mam
IIIT ITHC. Tonwvko 1/3 pecnoHAEHTOB NPABUJIBHO
OTMETHJIN CJAa00CTb MBIIIII CrudaTesell 1eu, MeHee
209% — samep:KKy PedYeBOro Pas3BUTHUS, OCOOEHHO-
CTU IOBEIEHUS U COIMAJIBLHOTO B3aMMOIENCTBUS.

ITO mPUBOAUT K (POPMUPOBAHUIO 3aMKHYTOI'O
Kpyra " YBEJIHWUYEHHUIO CPOKA «IMArHOCTUUECKON
onuccen» (puc. 6).

IIpoGen mesxkay manudecramuein ML
M NOCTAaHOBKOI MOJIEKYJISPHO-TeHEeTHUEeCKOT0
JUar’o3a

Hauano mposiBaeHMs CHUMIITOMOB, KaK, BIIPO-
yeM, ¢ OOJBIIMHCTBOM OpP(MAHHBIX 3a00JIeBaHUIA,
olepesKaeT JUATHOCTUKY HA I'OAbI, B CPeIHEM OT 2
mo 5 jger [29]. B 'epmanuu u ABCTpuu ecThb BO3-
MOYKHOCTb IIPEIBAPUTEIbHO IIOCTABUTL IHATHOS3,
He BBIXOAA 13 goma. B I'epMaHMuM MCIOJIB30BaIU
peecTp mamueHTOB, a B ABcTpuu OBLIT IIPOBEIEH
on-line ompoc Juir, KOTOPbIE YXAKUBAIOT 34 IIAI[Y-
entamu. B ABcTpum ObLiIuM cOOpaHbl maHHbIEe 57
MMAIMEeHTOB O HAYAJbHBIX CHMIITOMAax 3a0oJieBa-
HUs, quarHo3a u Tepanuu. Jlanuble u3 ['epmanun
OBLJIM COIIOCTABMMBI C aBCTPUUCKUMU. B cpemmem
IIepBble CHUMIITOMBI 3a00JI€BAHUS IIOSABJSJIUCHL B
Bospacte 3,1 roma. Hawumbojsiee wacTo OIIMCaHHBIMI
IEePBLIN CUMIITOM, II0 HAaHHBIM 46% mamueHToOB, —
npobJjeMbl IPU IOABEeMe IO JiecTHuUIe. IlammeHTsl
u3 I'epMaHuu COOOIIIMIIN, YTO IIEPBBLIE CHUMIITOMBI
HoABJIAJANCH B BodpacTte 3,06 jer. OKoHUATEIbHBIN
IUAarHo3 ObLJI YCTAHOBJIEH C IIOMOIILIO MOJIEKY-
JISIPHO-TEHETUYECKOr0 TEeCTHUPOBAHUS WJIN OUOII-
CUM MBIMII. BpeMs MeXOy MMOABJIEHHEM I[IE€PBBIX
CHUMIITOMOB ¥ IIOCTAHOBKON [IMAarHo3a COCTABUJIO
7 mec. B ABctpuu u 4,7 mec. B 'epmanuu. J[lanubie

HenpasuasHbIit
MarHo3

A7

PasBurne
OCJIOKHEHUIT

HenpaBuabHas
Tepanus

IIporpeccuposanue
3a0oeBaHNA

Puc. 6. IlopouHsIii KPYr HEeNPABUIBHBIX AMATHO30B U IIPO-
rpeccUpoBaHusA 3a00JIeBaHUA.

Asctpun u I'epMaHUM MOKAa3bIBAIOT TEHAEHIIUIO K
O0osee pamHell moctraHoBKe muarHosa MJIII, B To
BpeMsi KakK BO3PACT IIOSBJIEHUS CHUMIITOMOB OBLI
aHAJOTUUYEH MPEeABLIAYIIUM HccaemoBaHuAM [34].
Ananus HAaHHBIX POCCUMCKOII KOTOPThI HaIlW-
€HTOB C W3BECTHBIM BO3pacToM MaHubecTarum
¥ TeHeTUYECKON [IUArHOCTUKHU II03BOJIMJI OIIpe-
IeJINTh, UYTO B3aIepiKKa MexxIy MaHudecramuen
MOl # TOCTAHOBKOM MOJIEKYJISAPHOTO IHATHO3a
B HAaCTOsdAIlee BpPeMs COCTaBjIsgeT 3 roma 8 mec.
mo wmemuane (puc. 7) (mamabie @PT'BHY MIHIJ
uM. akaza. H.II. BoukoBa myOJIuKyIOTCA BIIEPBBIE).
ITosagame cpoxm guarHoctukum M y wmambum-
KOB MOJKHO TaKiXe O0BSICHUTH HECBOEBPEMEHHBIMU
OCMOTpPaMu, OTCYTCTBHEM IUHAMUUYECKOr'O HaOJIO-
IeHusl, HeBepHO# auddepeHnaneil HOPMAIbLHOTO
¥ JEeBMAHTHOTO HEBPOJIOTMYECKOTO CTaTyca, HeIo-
CTATOYHBIM 3HAHMEM HEBPOJIOTaMU II€PBUYHOTO
3BeHa cuHgpomosoruu MJII] meTckoro Boapacrta,
OIIMOOYHOM TPAKTOBKOM JaHHBIX aHaMHe3a.
AHanusupysa CHOMKHUBIIYIOCA CHTYaIlUIo,
CeromHsi HeoOXOAMMO AaKIeHTHPOBATH BHUMAHNE
meguaTpoB Ha Oa3MCHBIX PAHHUX KJINHUYECKUX
nmpusHakax MJII[/l, COBOKYIIHOCTH [ABUTATEJIbHBIX
W peueBBIX HapymieHuii. Huskas BBIABISIEMOCTH
3aboJieBaHNA HA pPaHHEW JOCHMMIITOMHOIN CTamuu,
BBICOKAsl YacTOTa OIMMOOYHOr'0 [OHAarHosa, Kak
IMO3UTHUBHOIO, TaK ¥ HEraTUBHOIO, HEIOOIeHKA
KJINHUYECKNX U HeHpPOoPU3MOJOTUUECKUX AUATHO-
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KOBA IyOJMKYIOTCA BIEPBBIE).

Bospact, rogst

Puc. 7. Bospact manudecranuu 3a0ojeBaHUA y OOJBHBIX C Te€HETHYECKH IIOATBEPIK-
menubiM guarsozom MI/MIB (n=1625 Goapusix ¢ Bapuantamu B rene DMD un
nocTynmHbIM Bo3pactoMm maunudecranuu) (mamasie ®T'BHY MI'HIT um. akan. H.II. Bou-

6 7 8 9 10 11m

crapiie

CTUYECKNX KPUTEPUEB COMPAKEHBI C IO3AHel quar-
Hoctukoit MJIJl, HeameKBaTHON TaKTUKOUN Jeue-
HUSA, YTO B KOHEUHOM KMTOre HPUBOAUT K TSMKEJON
VHBaJIUIU3AIUN ITalMeHTOB. BmecTe ¢ Tem JwuTe-
paTypHbIEe TaHHBIE IOCJHEIHUX JIET KOHCTATHUPYIOT,
YTO paHHEe BLIABJEHHE HEHPOMBIIIEUHO IIaTo-
JIOTUHU IIPU aKTHUBHOM HAaOJIOJeHUU CIO0COOCTBYET
OoJsiee OJIATOIIPUATHOMY U JOOPOKAYECTBEHHOMY
TeueHUIo 3aboseBanuda [11, 35—42].

PenpoaykTuBHBIE IJIAHBI CEMel,
umeromux aereir ¢ MJIJT

Muorue poauTenn, y KOTOPBLIX POAUJICA pede-
HOK C JaHHBIM 3a00JIeBAHMEM, OTKA3bIBAIOTCA OT
TaJIbHEHINNX PEeIPOAYKTHUBHBIX ILJIAHOB, TAaK Kak
00oATCA pPOKAEHUS BTOPOro OOJBLHOTO pebeHKa
(puc. 8) (mammbie ompoca cemeir B® «Iopgmeii»,
TyOJMKYIOTCSA BIIEPBBIE). ITO BeAET HE TOJBKO K
pocty memorpaduuecKmx IpobJsieM, HO U HAIpPs-
MYIO BJIHSET Ha KU3HL ob1iecTBa. OQuH 13 3aKOH-
HBIX IIpeACTaBUTeJiell pe0eHKa BBIHYKIEH OTKa-
3BIBATHCSA OT PAbOThI M IIOCBATUTH CBOIO KU3HD
pebeury. CamM mamueHT TOKe He MOYKET BHOCHUTH
CBOII BKJIaJ B KHU3HL o0OImectBa. IlammeHTH C
Ml He Bcerma 3aKaHUMBAIOT IMTKOJY, B PEAKUX
cyyasx IIOJIy4aroT BBICIIIee O0pasoBaHme, COIMA-
JU3UPYIOTCs, paboraioT. Bce 9To BO MHOTOM SBJIS-
eTcs CJIe[CTBUEM IIO3JHEH IUArHOCTUKH M 0oJiee
[MO3JHero Hadajla KOMILIEKCHOTO CTAHIAPTHOIO U
maToreHetTuueckoro Jeuenus [11].

Pammss mocraHoBKa [aguarHosa II03BOJISIET,
KpOMe IIPOYero, OIPEeNeJUTh CTATyC HOCHUTEJIb-
cTBa MyTanmuu B reHe DMD y Bcex KEHIIUH
ceMbu, T7Ae ecThb metu ¢ MJIIIl, m B maabHeHIIem
[I03BOJIAET CEeMbSIM CHeJlaTh OCO3HAHHBIN PeIrpo-
OYKTUBHBIA BBIOOpP, wu3beras poOXKIEHUS O00Jb-
HBIX geTeli. B OOJBIIMHCTBE CJHIydYaeB CpPeIHSA
pasHUIIa BO3pacTa MeEKIy [IeTbMU COCTABJISIET
35 mec. [36], mosToMy mmarHocTukKa TpebyeTcs B
BO3pacTe OJHOTO rofa s Maiabumika ¢ MJILI.

ITo pesyabraram ompoca, 48,4% KeHIUH,
uMelonmux B cemMbe cbiHa ¢ MJIIl, He mpoxomaT
reHeTUYeCKOe TEeCTUPOBaHMUE, U3 TeX, KTO 9TO Cle-

Pemmivics g Bel poguTs ere oguoro (miau 6osiee) pebeHKa
rmocJie IIOCTAHOBKY quaruosa?
126 orBeTOB

52,4%

B [Ta Her [ Iloka ngymaem, HO HaM CTpPAIIHO,

HYHa KOHCYJbTallud CIIequaJnucTa

Puc. 8. PesyasraTsl onpoca 126 cemeii, uMeromux peGeHka
¢ M/, o n1aHax Ha POKAEHUE MOCJEeaYIOUNX aereil (maH-
Hble onpoca cemeii B® «T'opaeii» MyOIUKYyIOTCS BIEpPBHIE).

Ecau Bbl mpoIin reHeTUYeCKyo TUArHOCTUKY,
KaKoB ObLI ee pes3yabraT?
126 orBeToB

B 5 - socurens myranuu B rese MDD
S — He HOCcuTeNnb MyTanuu B rene MDD
¥ He mpoxogua

Puc. 9. PesyasraTsl onpoca marepeii gereit ¢ M/I/[ B oTHO-
INeHNHU IPOXOKIEHUS MMM I'eHeTHYEeCKOI0 TeCTHPOBAHUSA Ha
HOCHUTEJIbCTBO MyTauuu B rene MMD (126 cemeii) (1aHHbBIE
ompoca cemeii B® «T'opaeii» mMy6IMKYIOTCA BIIEpPBEIE).

Jiajl, IOJIOBMHA OKAa3ajach HOCUTEJISIMU MYTAIIUU B
reie DMD. Eciau roBOpuTh O T€HETHYECKOM KOH-
CyJIBTHUPOBAHUU ceMmeii, To B 51,6% ciyuaeB reme-
THUKN PEKOMEHIOBAJN JKEHIWHaAM IIPOUTU obciie-
IOoBaHNEe HA HOCUTEJbCTBO MyTanuu B rexe DMD,
B 19,8% pexomenpganuii e 0bL10, B 18,3% cay-
YaeB PEKOMEHIOBAJIM 00CJIeIOBaHMEe TOrHa, KOrma
ceMbsl 3aIlJIAHUPYET POXKIEHUe APYruX HeTei, a B

ATOAOI'USA
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Kaxxagom 10-m cayuae mMaMe TOBOPUWJIM, UTO U TaK
IIOHSTHO, YTO OHA HOCUTEJLHUIIA MYTAHTHOTO I'eHa
(o pesyabraTtam ompoca B® «Topmeii» 126 cemeir)
(puc. 9) (manHbIe TyOJUKYIOTCA BIIEPBBIE).

HeonaTaisHBIiH CKPUHUHT

IlepcrieKTUBHBIM peIlleHWeM CeroJgHAIIHero
mua giasa MII[ aBiadeTca paHHUN CeJIEKTUBHBIA
CKPUHUHT MaJIbUMKOB Ha ypoBeHb KPK (1, 3 rozma),
a pana Oyoymiero — BHeAPeHUEe HeOHATaJbHOTO
ckpunuara (HC), KOTOpBIf M0O3BOJIAET BBISIBIATH
OOJIBHBIX HA JAOCUMIITOMHON CTAaguud ¥ BOBPEMS
HauMHATh KOMILJIEKCHYIO CTaHAAPTHYIO U IIaTo-
TeHETUYECKYI0O Tepamuio. ITO TaKiKe IIPeJoTBpa-
IIaeT POKAEHME IMOCJENVIONINX OOJBbHBIX NeTeil B
CeMbsX, ITO3BOJIAET U3MEHUTH HAaIPaBJIE€HUE TeH-
JEeHIIMM K HAKOILIEHWI0 MeHEeTUYECKUX MYyTalluil B
TIOCJIENYIOIIEM TTOKOJIEHUU.

HC pna eiaBiaenua M, Kak um QUarHOCTHU-
Ka, ABJAETCA IBYXYPOBHEBBIM [37]:

— BuoxuMuuecKuil TeCT — OIpeleieHue YPOB-
ua K®K. B MHOrogeTHHX NTHJOTHBIX HCCJIEIO0-
BaHUAX, npoBegennbix B CIIIA u Espome, ompe-
IejeH U BaaugupoBaH ypoBeHb KPK, xoTopshIii
UCKJIIOUAET JIOMKHOIIOJOMKUTENbHBIE PEe3yJIbTaTh
W JaeT ONHO3HAYHBIN OoTBeT Ha Hajamuwme M —
2000 =ur/mim.

— TemeTuuecKoe TOATBEP:KAEHUE MYyTalluu
reHa AUCTPOo(dUHA: MYJIbTUILIEKCHAA JINTaTO3aBU-
cumasa amimnupuxanua s3ouaga (MLPA, Bapuamnusa
IIITIP) — BBIABIAIOTCA [eJeUUU U NYIJINKAIUU
IeJIBIX 9KB30HOB. JJaHHBIM CcIOCOGOM OIIpeesAeTCA
70% wmyramnuit rena guctpopuua. Ecau MLPA He
IaeT pe3yjbTaTa, IPUMEHSETCA CEKBEHUPOBAHUE
BCeTO reHa, TaKUX MyTamuii okojso 20%.

S.J. Moat coast. [36] omy6iuKoOBaIu pe3yabTa-
THI peTpocuekTuBHOTO uccaenoBanud HC Ha KOK,
KOTOPBII IPOBOAMJICSA B ¥ asbce (AHIINA) HA TPOTS-
skenun 21 roma (1990-2011 rr.). 3a6osieBaeMOCTH
MO sa mepuon CKpuHHUHra cocrasiasaa 1:5136
(195 ma 1 man.) mo cpaBHeHUO ¢ 1:4046 (247 Ha
1 MJaH.) 70 Hayaja CKPUHHUHTA, T.e. 0Oojlee UeM
Ha 20% YMEHBIINJIOCH KOJHUUYECTBO POKAEHHBIX
¢ MOl mManbuyuKoOB. YMeHBIIIeHIEe IIPOMBOIILIO 3a
CUET CHUIKEHUSA POKAEHUSA B CEMbAX IIOCJIENYIO-
mux OOJBHBIX JETeil.

B pab6ore J.R. Mendell u coasrt. (2012) npu-
BOOATCS MAaHHBIE II0 PAa3JUYHBIM IIpPOrpaMMaM
TecTupoBaHuA Oojsee 1,8 MJIH. HOBOPOKIEHHBIX
Ha K®K B CIIIA, B pesyJjbTaTe KOTOPOTO yaa-
JIOCh BBIABUTL 344 HOBOPOKIEHHBIX MAJLUNKOB
¢ MIOO [37]. Bce mporpamMMmbl WHCHOJB30BAIU
ompezneseHue ypoBHA K®K B KauecTBe IepBoO-
ro srama, pedepenc 3HaueHue KDPK cocraBisa-
ago 2000 ur/mua. JIoKHOTOJOMKUTEIbHBIE CJIydYaul
(c mpumeHeHUeM G6oJiee HUBKUX pPa3TPaHUUUBAIO-
mux sHaueHuit KPK (600-800 ex.)) BKIOUaIn
B ocHoBHOM He-M]IIJI wMblieuHble JgucTpoduu,
HaAMpPUMepP, KOHEUHOCTHYIO MBIIIIEUHYIO JUCTPODUIO
(reust DYSF, CAPN3, SGCA, SGCB, SGCC, SGCD,
FKRP), Tak Kak moBbIllieHne ypoBHI KPK aBis-
eTcsA IMPOsABJIeHUEM AUCTPOPUUECKON IIaToJ0oTuu,

a He cuenupuuHo ana Genoruna M. Tarkum
obpasoMm, moBbIllieHHbIe 3HAUeHUA KDPK HOBODOIK-
IeHHBbIX, He mocturaiomiume yposua 2000 ur/mu,
MOTYT CBUIETEJILCTBOBATH O MaHUMecTaluu u
HaJIUYUU APYTUX, MeHee 3JI0KAUEeCTBEHHBIX, UeM
MO, reHeTwWuecKU OOYCJIOBJIEHHBIX MBIIIEUHBIX
AucTpoduii.

B pesysnbTaTe mepBOro rojga BBINOJHEHUS
nuigotHoro mpoexkTa HC B mitate Hiio I710p14;, CIITIA
(New York State Newborn Screening (NYS NBS)
Program) K®K nporectupoBana y 15 754 HOBO-
POKIEHHBIX, W3 HUX 147 uUMenu NOOTPAaHUYHBIE
3HaueHusdA, 16 mereil ObIIM HamIpaBJIeHBI Ha TeHe-
TUUYECKOe TECTHUPOBaHUE, B UTOTe Y 3 MaJbUUKOB
noxaTeepskaeH auarHos MIIIT [38].

Bricoxkuii maTepec K ckpuHuHTy M v HOBO-
POKAEHHBIX B HaCTOAIlllee BpeMsA HaOJIIOJaeTcsa B
Espome, CIIIA, Ascrpanuu, Kwurae, Omaromaps
TOAIeP;KKe 3aMHTEPECOBAHHBIX CTOPOH U TOABJIE-
HUIO TatoreHermdyeckor tepanmm MJIII, KoTopas
MOKEeT OKasaThcA 0osee a(pHPeKTUBHOM TPU HAUAJE
JIeYeHUs O MOSBJIEHUA IEPBBIX CUMIITOMOB 3a00-
nepanud [9].

B Taiiane B 2021 r. MJI]l 6b11a BRIOpPaHa A
HC. B cyxux mATHaX KPOBU IIPOBOAUIU aHAIU3
mblimteunoit MM-uzopopmer KOPK. CyobexTam c
noBbitieHeM ypoBHA K@K mpu nepBoM CKPUHUH-
re IpeaJjiarajy HPOBECTU IIOBTOPHBIN TeCcT uepes
2 uepn. IlaHesb MOJHOYK30MHOTO CEKBEHUPOBAHUSA
(WES) pna ompenesneHusa MyTanmuu AucTpoduHa
U JOPYTUX TEHOB, CBABAHHBIX C HEPBHO-MBIIIEU-
HOIT cucTeMoii, Obljla TMpUMeHeHa [IJs IOATBEPIK-
IeHUs MOJIEKYJIAPHO-TeHEeTUUECKOTO MJUarHosa.
B teuenue 1 roma 50 572 moBoposkmenusix (26 130
CYO'BEKTOB MYJKCKOTO II0JIa) IIPOILIN CKPUHUHT
K®K B cpenuem B Bospacrte 2 pmeit (SD 1 neHs).
Cpenu Hux y 632 (1,2% ) OBLT HOBBHIIIEHHBIN ypO-
Bedb K®PK. IIoBTOPHBINI CKPUHUHT YPOBHA (ep-
MeHTa B cpenHeM BoapacTe 14 mgmeit (SD 8 nueir)
TIOATBEPAUJI BBICOKWE 3HaueHuUA (QepmeHTa y 14
ManueHTOB, B UTOTE MOJIEKYJISAPHO-T€HETUUECKUI
nuarao3 MIIJ] moaTBep:keH y 3 HOBOPOIKIEHHBIX.
Yacrora MM ma TailiBane cocTaBujia, COIJIaCHO
ITaHHOMY HuccienoBanmio, 1:8710 HOBOPOKIEHHBIX
MaJabuuKoB [39].

HC saBasgeTca BayKHOI TPOPUIAKTHIECCKONR
IIPOTPaMMO# OOIIeCTBEHHOTO B3IPaBOOXPAHEHUSA
IJsi PpaHHEro BBIABJIEHUS B3abojeBaHUIl, Jieue-
HUEe KOTOPBIX MOJKET IPUBECTH K B3HAUUTEJIbHO-
My CHUKEHUIO 3a00J1eBaeMOCTH U CMEPTHOCTH.
Ilosmusia pumarnoctuxkm M [12] m gocryn-
HOCTh B HACTOSAINlee BPeMs TaKHX IIPerapaTos,
kak I'KC, aramypeH, 3TemJIupCceH, TOJOAUPCEH,
BUJITOJIAPDCEH, TeHOTepanmusa MUKPOAUCTpodUHA-
MU U JApyrue paspabaTbiBaeMble IIpemaparsl,
KOTOpBIE YJAYUYIIAIOT KJIUHUYECKOE COCTOAHUE
Ipu paHHEM Havajie IIpueMa, [OeJIaloT IieJse-
coobpasubiMm BBemenue HC M no pyTuH-
HOMY TecTy omupenejdeHus wmapkepa M -
K®K-MM [37-40]. Braouenue M B cucremy
HC B P® 1m03BOJUT BBIABIATHL OOJBHBIX MAaJTbUM-
KOB cpasy IocJie PoKIeHus, 00ecneunBaTh HaJe-



JKAIUi yxoma 3a pebeHKOM, 130eraTh HEHYIKHBIX
IVUarHOCTUYECKUX MEPONPUATUH U METUIIMHCKUX
VHTEPBEHIIUI, B I[eJIOM COKPATUTHL KOJUYECTBO
posxkmaeMmbix geteit ¢ Ml u CHUSUTH HArpy3Ky
Ha ceMbU U OOIIECTBO.

Poccuiickuii onsiT panHein nuarmocTurku MJIJT

HawubGosee paHHUM [AOKJIMHUYECKUM IIPU3HA-
kKoM MJIII] sBnsercsa mnoBuillieHue ypoBHA KDPK
B KpoBu. ¥ mamnueHaToB ¢ MJI[I[ sToT mokKasaTesb
noBwimieHd B 10—100 pas. 9TOT MaTOrHOMOHUYHBIHN
mpusHaK xapakrtepeH muda M ¢ poxxkgerua [40].
B reuenme 2020-2021 rr. B MockBe ('K «Matb
u Hursa») mpoxoamn nuiaoTHbIM mpoekT mo HC
nnsa BuigBiaenusa Ml (HeomyOJUKOBaHHBIE TAH-
ueie). IIporectupoBanbl 987 manbuukoB u 932
IeBouKu. BbigBiaeHo mosBbilieHne KOPK-MM vy
OHOTO HOBOPOKIeHHOro Manbuuka (3630 Hr/m).
MoJsieKynapHO-TEeHETUUECKOEe TECTUPOBAHUE METO-
mom MLPA moarBepamio Haiuume KPYIHOMH
IynauKanuu 9K30H0B 8—11 rera DM D B reMusu-
TOTHOM COCTOSHUU.

AKTyasnbHBIE U COI[MAJIBHO-3HAUMMBIE IIHJIOT-
Hble IIPOEKTHI II0 paHHel puarHoctuxke MJIIT
C TOMOINBIO CeJIeKTUBHOTO cKpuHuHra HKOK
mpu TPoPUIAKTHUECKOM OCMOTpe aereir 1 rona
3alJIaHUPOBAHBI U 3amyckaioTcd B Poccuiickoii
®Denpepanuu. Ouu crapryor B 2024 r. B CaHKT-
IletepOypre, MockoBcKoil ob6aactu, YeuHe.

Hnsa BbIABJIEHUA NAIUEHTOB-IEeTeH cTap-
me 3 JIeT Iejiecoo0pasHO WMCIOJB30BATh U BHeE-
aputh onblT IMumiwunoit E.B., peanusoBaHHBIN
B Kpacmoapckom xpae [25]. [damHBIH DOIXOJ
ObLI BHEIPEH BO BCe CTallMOHaphl KpacHosapcka
u KpacHoapckoro Kpasa moutu 9 Jser Hasap,
YTO TIO3BOJIMJIO 3HAUUTEJBHO YBEJIUUYUTH BHIAB-
JIs1eMOCTh Op(aHHOM MATOJOTUU B Kpae, B T.U., U
M. Ha cerogHAITHUHA TeHb KOJUUECTBO AETEH C
M B peroHe COOTBETCTBYET PACUeTHBIM JIIHJe-
MHOJIOTUYECKUM HaHHBIM. Bojsee Toro, 25% muar-
HO30B OBLJIO YCTAHOBJEHO B BO3pacTe A0 3 JIET.
B pesyabrate 100% nereit B8 KpacHosapckoMm peru-
oHe moJyduaiorT cranzaptayio I'KC-tepamnuio, 38%
ManueHTOB — IaTOTeHEeTUYECKYI0 Tepamuio. OTOT
YHUKaJbHBIN AJsa Poccunu mpumep IeMOHCTPUPYET
IIPOCTOTY AJTOPUTMA, OTCYTCTBHE HEOOXOAMMOCTU
IOTIOJTHUTEJNHLHOTO (DUHAHCUPOBAaHUA (Bce wmccJie-
moBauus BxogaT B OMC) u BBICOKYIO pe3yJbTa-
TuBHOCTH [25]. OH, 06e3ycJ0BHO, HYKAAeTCsa B
pacIpoCTpaHEHUM M TOBCEMECTHOM BHEAPEHUU U
TI03BOJIAET HAWTHU TeX JIeTeil, KOTOPhIe B CUJY BO3-
pacTa WM OPYTuX OOCTOATEIbCTB HE IONAJAIOT B
CEeJIEKTUBHBIM CKPUHUHT B Bo3pacTe 1 rofma.

T'eHonmarHocTuka — OCHOBA BBIOOpaA
M Ha3HAYEHUS NMATOTeHeTUUYECKOH Tepamnu

OxonuarenbHbIN quarHos MJIIIl mocise oGHapy-
JKeHUs 3amoporoBbIx 3HaueHuit KOK mpoumcxogut
MOJIEKYJIAPHO-TeHETUYECKUM CIIOCOO0M. S0JOTHIM
craugaptom sABiasgerca MLPA. Merton HampaBieH
Ha BBISIBJIEHUE KPYIHBIX AeJeUil U IYIJINKaIUi
reia DM D, KoTOpbIe B CyMMe COCTaBJIAIOT ~75% OT

BCeX BCTPEUAIOIMXCS MyTalluii. BuIABIsSeT Majble
M TOUYKOBBIE MYyTallid CEKBEHUPOBAHWE HOBOTO
nokosienusa (NGS), koTopoe mosBoJisgeT HatiTu 98%
MyTanuii B reHe. B ciiyuae BBIABJIEHUSA TOUKOBBIX
MyTanuii TpedyeTcsa IMOATBEPKIEHNE pPe3yIbTaTOB
METOIOM IIPAMOTO CceKBeHupoBaHUs 1o CeHrepy
[10]. Oua guarsoctuxku MIII] 9TOT MeTO[ BIIEPBBIE
ObLI ucoJsb3oBaH B 2004 r., a ¢ 2016 r. oH UCIOJIb-
3yeTca B KauecTBe ocHOBHoro [13].

Jla6opatopus HHEK-guarmoctuxu PI'BHY
«MenuKo-reHeTUYeCKUI HayYHBIN ITeHTP WM. aKaj.
H.II. BoukoBa» TPOBOAUT HE TOJBKO AUATHOCTUKY
aTOTO 3aboJieBaHUA, HO U IIpeajiaraeT MeIuKO-
reHeTUYeCKOe KOHCYJIbTHUPOBAaHME Ha OMOMKeTHON
ocHoBe. IIpoBenenme MLPA Bo3MOXHO mpu coOOJIIO-
IeHWU CJIeNYyIONINX YCJIOBUM: MHAIlUeHT MYKCKO-
ro MmoJja, Haluure KJIUHUUYECKU YCTAaHOBJIEHHOTO
nmarHoza Ml wmiau pesKO NOBBIMIEHHBIN ypo-
Beib KPK B ananause xpoBu (6osee 1000 ur/mum).
Jlevamuit Bpau [npoJsKeH cBaAsaTbea ¢ PBIHY
MTHIT um. H.II. BoukoBa 1o Homepy TesiepoHA
OecmaTHOM rTopAveil quHUU. EMy coolIar, Kakue
IOKYMEHTBI HYKHO 3alOJHUTb U KaK B3ATh KPOBb
y mnamueHTa. TPaHCIOPTHUPOBKA KHUIKON KpPOBU
¢ 3ITA Oymer ocyiiecTBieHa B JabopaTOPHUIO
®BT'HY MI'HII um. H.II. BoukoBa 6ecmtatao [41].

IIpenusnonHasA TeHOAUMATHOCTHMKA BajKHA eIre
¥ TIOTOMY, UTO UMEIOIasAcsAd Ha CeTOTHAITHUN TeHb
maToreHeTHYecKas Tepanusd SABJIAETCS TapreTHON
W TOAXOAUT OMpeNeJIeHHBIM THUIIaM U JIOKAJu3a-
MUAM MYyTallnuii, T.e. TeHOAUATHOCTUKA SABJISIETCS
OCHOBOI1 BBIOOpA 1 HA3HAUEHUS MATOTE€HETUUECKON
repanuu npu M (puc. 10).

BaxkuHocTh panHelt guarHoctuku MJI[I Hampsa-
MYIO CBA3aHA C BO3MOXKHOCTBIO Ha3HAUEHUS KOM-
MJIEKCHOU CTaHAZAPTHOM U ITaTOTE€HETUUYECKOI Tepa-
nunu (puc. 10).

CTaHJJapTHaﬂ U naToreHeTu4YeCrasa rTepanmusa
ML

Ha ceromuAmHuii JeHb €CTh JBA «30JIOTHIX»
crangapra tepanuu 6oabHBIX MII mereit — I'KC-
u QusuueckKas Tepanusd, KOTOPHIE IIO3BOJIAIOT
IOKasaTeJbHO 3aMeJJUTh TeueHue 3abojeBa-
HUA, TIPeIyNpeIuTh WHBAJIUAN3AINI0, CHU3UTH
CMEPTHOCTHh OT BCe€X HPUYMWH. B mocjenHue roabl
MPUIILIA B KJIMHUYECKYIO MPAKTUKY POCCUUCKOTO
3IPABOOXPAHEHUS IaTOTeHETUUYECKNEe TapreTHhIE
mpemnapaTbl, KOTOpble 3aMenasaioT TeueHme MJIIIT
U TONXOAAT [AJS ONIpeNeJeHHBIX YacTO BCTpeda-
fommxcsa Mmyrtanuii. Tak:ke BasKHO IIPAaBUJIBHO U
CBOEBPEMEHHO MX Ha3HAYaTh.

Knuuauueckuii sdGeKT HOBBIX ITaTOTeHETUYe-
CKUX TIIperapaToB TapreTHOM U YHUBEPCAJLHON
Teparmuu MJ[JI 3aBUCHUT OT WX CBOEBPEMEHHOTO
ITOCUMIITOMHOTO WCIIOJIb30BaHUSA B COUETAHUU C
KOMILJIEKCHOI CcTaHIapTHOU Tepanueil, peKOMeH-
ITOBAHHOU IJI AAHHOU HoaoJsioruu. [Jjida Tepamun
HYKHA TOUKA MPUJIOMKEHUSI — WHTAKTHbBIE MBIIIIIIHI.
C BO3pacTOM MBIIIIEI 3aMEIAaI0TCA COeANHUTEb-
HOM U JKUPOBOU TKAHbBIO, YMEHbBIIIAETCA UX JOCTYII-
HOCTH JJIA IpemnapaToB. UYeM crapiile IaIllMeHT, YeM
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Puc. 10. Axroputm geiicTBUil Bpaya [IJis JMATHOCTHKH, BeJeHUsS U KOMILIEKCHON Tepamuu mamuentos ¢ M/ [40].

0OoJIbIIIe BBIPpAYKEHA AUCTPOMUS MBIIII, TeM MEHb-
e KJINHUYeCcKuil 5@PeKT OT Tepamluu.
BogbIIMHCTBO AefCTBYIOIIUX PeKOMEeHIAIlUi
M0 HAa3HAYEHUIO IaTOTeHEeTUYECKOU Tepamuu OIIpe-
IeJIAI0T BO3pacT Hauvaja Tepamnuu ¢ 2—3 JieT, cpasy
mocje MOJEKYJIAPHO-TEeHETUUECKON IUarHOCTUKH,
3aMeCTUTEJbHON TEeHOTepanmuu MUKPOIUCTPODU-
HOM Ha ocHoBe AAV BupycoB — or 4 mo 5 jer.
K coxanmenuio, cpegHuii BO3pPaACT AUATHOCTUKU
M B8 P® — 6osee 7 ser, T.e. IeTU HOJIYUAIOT JUA-
THO3 IIO3[HEee, YeM TOTo TpebyeT MHCTPYKIUA IJIA
mpemnapaTra C IeJbi0 IOJYYEHUS MaKCHUMaJIbHOTO
KJInHnYeckoro s)derxra. Ilpenmaparsl He MOIamaioT
B ONITUMAJIbHOE TepaleBTHYecKoe oKHO (puc. 11).
T'KC BO BceM Mmpe IpPHU3HAHBI «30JOTHIM CTAH-
maprom» tepanuu MI[I. IIpu cBoeBpeMeHHON WHU-
muanuu Tepanuu 'KC mocToBepHO yBeIndYnBaeTCs
nepuwoj; amMOyJaTOPHOCTH Ha HECKOJIBKO JieT [36].
IIpenapaTsl 9TO# IPYIIILI YMEHBIIAIOT BOCHAJIEHIIE
B MBIIIIEYHON TKAHMW, KOJMUYECTBO HEKPOTU3UPO-
BAHHOW MBIIIIEUHON TKAaHU, 3aMeIJISIOT IIPOIEeCChI
¢Gubposa M OTCPOUYMBAIOT JKUPOBOE IIEPEPOKICHUE
mbiin. IIpemapaTom BhIGOpa B HAaCTOSIEe BpeMs
ABJsgerca pediaakasaxkopt. Hawmbosee OaarompusT-
HBIM CPOKOM /JIA Havajla TOPMOHAJILHOW Tepanuu
ABJIseTcsa Bo3pacT 4—6 jer. IMmeHHO B 9TOM BO3pac-
Te DOCTATOYHO OOJIbINIAS YACTh MBIIIEYHON TKAHU
ocraercsa HermoBpe:kaeHHO# (puc. 11). HoBeiit muc-
conuatuBHblli 'KC-mipemapar — BaMOpPOJIOH, OJ0-
OpeH MEXKAYHAPOJHBIMM PEeryJasaTOpaMU IJs Jiede-
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Puc. 11. PexomeHayeMbIii BO3pacT Ha3HAUYeHHA NMaTOTeHEeTH-
veckoii Tepanuu nmpu MMJL [40, 44—48].

Huda gereit ¢ MIIJl ¢ Bospacra 2 jier, y:Ke DOCTYIEeH
manueHTaMm B pAfe eBpomeiickux crpaH [40].

B TeueHme HECKOJBKUX MOCJETHUX JI€T POC-
CUHCKHMM ITallieHTaM CTaja AOCTYIIHA IIaTOTeHeTHU-
yeckass Tepamnusi. IlepBbIM IIpemapaToM, IIOSBUB-
MINMCSA W 3aPEerUCTPUPOBAaHHBIM B P® miia Tepanuu
MO, cranm aramypeH. Ero mexaHmsm ngeiicTBUA
HaIpaBJIeH Ha BOCCTAHOBJIEHUE PAMKM CUUTHIBAHUSA
mpu HOHCeHC-MyTanuax [42] u cuHTEe3 IOJIHOpAa3-
MepHOro auctpoduHa. HeoOxXoamMO OTMETUTH, UTO
aTaJypeH IIPUMEHSeTCsd TOJbKO y IIallMeHTOB C
HOHCEHC-MYTallusAMH, KOTOpbie (DOPMUPYIOT IIpe-
JKIeBpPeMeHHbII CcToI-KomoH. Ilpmem mpemapara



MIPUBOAUT K IIPOUUTHIBAIO CTOIN-KOJOHA, B PE3YJIb-
TaTe Yero CUHTE3UPYEeTCs IIOJIHOPA3MEPHBIA Iuc-
TpohuH. ATamypeH IpefHasHAUEH [JA NaIUeH-
TOB C HOHCEHC-MYTAIlUAMU, KOJUYECTBO KOTOPBIX
~18-20% ot ob1rero xoJsmuecTsa 60abHBEIX M B
P®. Bospact Hauajya Tepanuu — 2 rofa.

OpyruM mOpuMeHsSeMbIM TapreTHbBIM BapUaH-
TOM IaToreHeTmyecKoro Jeuenuda Ml aBasercsa
Tepanmusa AJSA IPONyCKa 9K30HOB. JTOT BapUaHT
Tepamnuy BO3MOMKEH IIPU ONPeJeJIeHHBIX IeJellu-
AxX TeHa auctpodumHa. MeTox mpomycKa 5K30HOB
3aKJI0YaeTCA B BO3MOYKHOCTH «CKPBITH» COCETHUI
C IeJIeTUPOBAHHBIMU JK30H B IIPOIlECCE CILJIANCUH-
ra MPHK u BoCCTaHOBUTH pPaMKy CUNTHLIBAHUA.
MexaHu3m AeHCTBUA TaKUX IPENapaToB 3aKJII0Ua-
eTCcA B CBA3BIBAHUU AHTUCMBICJIOBBIX OJIUTOHYKJIEO-
TunoB (AOH), MaJbIX CUHTETHYECKUX MOJIEKYJ]
PHEK, c ompeneneHHBIMU yYacTKaMU ITeJIeBOII IIpe-
MPHEK, uTo u m0o3BoJigeT UCKJIIOUNUTHh M3 TIpoIecca
cmtaiicuHra TapretHble yuacTku PHEK [44-47].
ITu mpemapaTrbl TaKyKe TaloT BO3MOYKHOCTH BOC-
CTaHOBUTH PAMKY CUUTBIBAHUA U CUHTE3UPOBATH
YKOPOUEHHBIH YacTUYHO (PYHKIIMOHAJIBHBIN AuC-
Tpodun. Tepanua AOH He uMeeT BO3PACTHBIX
OTPAHWUYEHUN M PEeKOMEeHJOBaHAa K Ha3HAUEHUIO C
MOMEHTa TMOoCTaHOBKM amarmosa (puc. 10 m 11).
B nmacrosamiee Bpemsa geru ¢ M 8 P® mosmyuator
4 mpemnapaTa AJs OPOIyCKa SK30HOB — BUJITOJIAP-
CeH, T0JIOJIePCeH, Ka3MMEPCEH, STEILJINPCEH.

B 2023 r. B MUpPOBOII KJIWMHUUYECKOI IPaKTHU-
Ke IOABUJICA IIePBBIM TeHO3aMeCTUTEeJIbHBIN IIpe-
mapar — AeJaHAWCTPOIKEeH MOKCEIapBOBEK-POKJ
(delandistrogene moxeparvovec-rokl, dmeBuauc®,
OMP). Ou ogmobpern B CIITA, O6GBegUHEHHBIX
Apabckux OMmparax u rocyzapctBe Karap misa
JeuyeHUs aMOyJaaTOpHBIX manueHToB ¢ ML B BO3-
pacTe oT 4 10 5 JieT ¢ MOATBEPKICHHON MyTaIuen.
EcTh orpaHmueHus IO JOKaJM3aIlUU MYTaIlluil —
OHM He [TOJUKHBI B3axBaThIBaTh 8-i1 u/uam 9-it
9KB30HBI TeHa nuctpodumua. MexaHU3M [IerCTBUA
mpemapaTra B3aKJIuaeTci BO BHECEHUM C IIOMO-
mbio AAV-Bupyca reHeTUUYECKON KOHCTPYKIIUU C
uH(popMaIreii 06 OCHOBHBIX y4YacTKax AUCTPOduU-
Ha B MBIIIEUHYIO TKaHb. lIlocje BBeIEHUs B3TOTO
mpenapara y pebeHKa HauMHAeT CUHTE3UPOBATHCA
Mukponuctpodus [48].

B macrosmiee BpeMs oxojJo 450 poccuiicKux
IeTell TOJyYalOT pas3iMUYHbIE TapreTHHIe ITaTore-
HeTHuuecKue mpemnaparsl uepes PoOHI TOAAEPIKKU
IeTell ¢ TAKENBIMU JKU3HEYTPOYKAIOIIUMU U XPO-
HUYECKUMU 3a00JIeBAHUSAMM, B TOM YUCJIEe PEIKU-
mu (opdarHBIMU) 3abosmeBaHuAMU, « Kpyr mobpar.
HomonuuTensHo, okosio 20 mereil mosydaioT Tepa-
IHAI0 Uepe3 pPeruoHaJIbHbIE OIOKEeThI 3paBOOXpa-
HeHua P®P. B ampene 2024 r. 5KCIEPTHBIN COBET
dbouma «Kpyr mobpa» omobpua meraHAMCTPOAKEH
MOKCEIIapBOBEK-POKJI IJIA BKJIOUEHUS B IIePEeUEeHb
Ias 3aKymnok. Ilo omeHkam skcmeprtoB, B 2024 r.
OTHOKpAaTHAA TeHO3aMeCTUTENIbHAA TePATUA MOKET
OBITL HasHaueHa npuMepHo 50 MasbuUMKaM B BO3-
pacte 4—5 jetr. B cayuae omo0peHUsA IMOTEUUTEb-
CKUM coBeTOM (oHIa IpemapaT CTAHET IATHIM B

pPARYy 3aKymnaeMbIX (DOHAOM JIEKAPCTB AJISA Tepaluu
MOO [https://tass.ru/obschestvo/20673553].
CHM:KeHUEe BO3pacTa AUATHOCTUKU ITOCIOCOOGCTBY-
eT TOMy, UTO OOJIbIlle JeTeli HAUHYT IMOJYYaTh
CTAHAAPTHYIO U TIPU HAJUUYUU ITaTOTeHETHUUECKYIO
Tepamnuio B ONTUMAaJbHBLIE CPOKH.

Kauauueckaa 5(OEKTUBHOCTL KOMILJIEKC-
HOW CTaHAZAPTHOW W IIATOTE€HETWYECKOHM Tepamuu
3aBUCUT OT (QYHKIIMOHAJIBHOTO COCTOAHUA IIallu-
€HTa, CTaAuu IIPOTPEeCCUPOBAHUA 3abojIeBaHU,
COXPAHHOCTHU MBIMII U APYTUX OPTaHOB U CUCTEM
opranmsMa W MaKCHUMaJbHA IIPU JOCHMITOMHOM
Hauajie JieueHusd. PesdysbTaThl, KOTOPHIX MOYKHO
OKUIATh, BKJIIOYAIOT CTAOUINI3AIINIO U YIYUIIIeHTe
(DYHKIIMOHAJIBLHOTO COCTOSHUS ITAIlUEHTOB, 3aMe[-
JIeHVe TPOTPEecCUpOBaHUsA 3a00JeBaHUA, IPOIJIe-
HIUE CIIOCOOHOCTM AeTell XOMUTH Ha HECKOJIBKO JIET,
yJIydIlleHrne oKa3aTejeil TeCTOB Ha BPeMsA U MOTO-
PUKY, CcOXpaHeHHe pabOThl PYK, CTAOUJIN3AIIUIO
COCTOAHUA W (PYHKIIUUA cepala M AbIXaTeJbHOM
cucteMbl. [[JIA IPOABIEHUA KJIUHUUECKOUN a(deK-
TUBHOCTU Tepanuu TPeGyITCA MECSIbl, 9TO BPeMs
UMeeTCs y AeTell TOJBKO IIPU PaHHEN TUarHOCTUKE
3a00JieBaHUSA M CBOEBPEMEHHOM HauaJjie Tepaluu.

B mociegHmMe HECKOJBKO JIET CTPEMUTEIHHO
MEHsSeTCsA CUTyallud C JIeYeHWEeM pPeNKUX TeHe-
TnuecKux 3aboseBanuii. K MJIII B HacTosIee
BpeMs IPUKOBAHO IMpHCTAJIbHOEe BHUMAHUE, B 9TOM
HOB30JIOTUU IPOUCXOAAT PafUKaJIbHbIE TIEPEMEHbBI B
CBS3U C HAKOIJIEHMEM 3HAHUI 10 TeHEeTuKe, IaTo-
(usmosornm 3abosieBaHUA, BIUAHUEM HA TeUeHUE
MO cranzapToB Tepamuu, IIPOrpeccoM B paspa-
00TKe MaTOTeHEeTHMUEeCKUX IpemnapaToB. MeHsaerca
napagurma BefeHus nereii ¢ MJIIII, pacupocTpa-
HAIOTCA [OoKas3aTeJbHO d(MMEKTUBHbIE CTAaHIAPTHI
BeleHUS U JIEUeHUs Ial[MeHTOB, COXPAHAIOIINE
CIIOCOOHOCTH XOAWUTH HaA TOAbI, YBEJIUYNBAIOIIUE
MIPOJOJIKUTEIBHOCTD KUBHU Ha NECATUJIETUSA IIPU
U3MEHEeHUU K JIYUIIeMy ee KauecTBa.

3aKaouyeHue

M sBasgeTca OGHOI 13 CAMbBIX CJIOMKHBIX JJIA
IUarHOCTUKU, BeJeHusA 1 paspabOTKU MATOTeHeTH-
YEeCKOW Tepamnuu HEeUPOMBIIIIEUHbIX HO30JIOTHH.
IIpuuuHbI: cTEePTHI Ae6I0T, MATKIE U BKPAIUYNBLIE
mepBbie CUMITOMBI; 3aBeca HEBEPHBIX IMArHO30B
(ot rematuta 70 PAC ¥ IIJIOCKOCTOIIHSA); CAMBIM
0OJIBIITION TeH UeJoBeKa; OrpoMHOe pas3HooOpasue
MyTanuii TeHa AUCTPO(PUHA; MHOTOCTyIIeHUYaTasd
IUarHOCTUKA; MOJUOTPAHHOCTL 3a00eBaHUs (CKe-
JeTHaA MYCKyJarypa, auadparma, cepaiie, KOCT-
HasAg TKaHb, MO3T); BCE €Ille OTCYTCTBUE «YHUBEP-
caJbHOM» Tepanuu — Peuyb BCerga O KOropTe.

Heob6xoguMocTh U3MEHEHUH B AUATHOCTHUKE
MOO B P® o6cy:xkmaerca y:Ke HECKOJBKO JIET.
PaspaboTanbl MeXKIYHAPOAHBIE U POCCUMCKUE
KJIWHUYECKUE U MeTOAUUYECKUe pPEeKOMEeHIaIluu
o0 MYJbTUAUCIUILINHAPHON momorrmu mpu MJIIII.
B crpame HanmaskeHa MOJIEKYJIAPHO-TeHETUUYECKAA
OecrmyiaTHas OUArHOCTHKA, HO Bce eIfe IpobJie-
Ma HaWuTH JOeTell pPaHHETO IOIITKOJBLHOTO BO3pac-
Ta C 3amOpPOTOBBIM BBICOKMM 3HaueHuem KOPK.
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IToBcemecTHOE, CKPUHUHTOBOE TecTupoBanue KK
CIIOCOOHO PEIIUTH ATy MPO0JIEMY, BBIBECTU «HEBU-
IuMbIx» neteit ¢ MIIIl 13 3aBechl HEBEPHBIX AHUAa-
THO30B, O0ECIEUUTh UM CBOEBPEMEHHYIO JOCUM-
NITOMHYIO Tepanuio, KadyeCcTBO M IIPOJOJIIKUTENb-
HOCTb JKU3HU.

AKTyanbHOCTh NTOJHUMAEMOMN TeMBI MOMKET
OBITH PE3IOMUPOBAHA CJEAYIOIIUM 00pasoM: paH-
HAA AUATHOCTUKA ABJIdAeTCcA GpyHIZaMeHTOM d(PdeK-
TUBHOCTU KOMIIJIEKCHON U HaTOreHeTU4YeCKOH
repanuu M. Hecmorpa ma To, uro M/ moxa
HeJIb3s BBLIEUYUTH IOJHOCTHIO, OJHAKO 3a0oJieBa-
HUe mojjaercd JieueHuio. K HacTosaieMy BpeMeHU
HaKOIJIEH OIILIT IIPUMeHEeHUs KOMILJIEKCHON CTaH-
TapTHOM Tepamuu, YTO IIO3BOJISIET MPENYIPEAUTH
pasBUTHE TAMKEJIbIX WHBAJIUIUUDPYIOIIUX OCJTIOMK-
HeHUil OOoJIe3HU, B3aMeAJUTh ee IIPOTPEecCUupoBa-
HUe, COXPaHUTh HMeIIIyocsa (MYHKIMOHAJILHYIO
aKTUBHOCTh AeTeld Ha ToAbl. ECTb KJIMHUYECKUU
OIIBIT IPUMEHEHUsT HECKOJbKUX TapreTHBIX IIaTO-
TeHEeTUUYECKUX mpemapaToB. Henb3s He OTMETUTH
Ba’XHOCTb U BO3SMOYKHOCTDH CHUIKEHUS PUCKOB POIK-
IeHudA mocjaenyiomux nereit ¢ Ml B ceMbaAx IIpu
CBOEBPEMEHHOU AUArHOCTHKE IIEPBOr0 MAaJjbIlla C
3a00JieBaHUEM.

HaxkomnneH poxkasaTeJbHBIN MeXKIyHAPOIHBIN
ONBIT PaHHEHW IEPBUYHON AUATHOCTUKMU, WCCJIENY-
forca BoamoskHocTu BHenpeunumsa HC B EC, CIIIA,
Kurae, ABcTpajiuu u MHOTHUX APYTUX CTpaHaX.
B P® ecTh cBOIl YHUKAJBLHBIN U Pe3yJIbTaTUBHBIHN
onbIT BbIsABJIeHUA neteir ¢ M/ B panHHemM Bo3pac-
Te B HEBPOJIOTUYECKUX, I'aCTPOIHTEPOJIOTUUECKUX,
UHQEKIIUOHHBIX CcTalluoHapax. Takad AUarHoCTH-
Ka II03BOJIEeT He TOJbKO CHUBUTH BO3pPaCT, HO U
YMEHBIITUTh KOJUYECTBO IIEPBUUYHBIX HEBEPHBIX
IVarHO30B U COKPATUTH Ha T'OABI IIPOJOJIMKUTEJH-
HOCTBH AUATHOCTUUECKOU «OAuCCem».

BesycnoBHO, 3amycKk NHUJOTHBIX IIPOEKTOB
cenekTuBHOro cKkpuHuHra K@K mpm npoduiakTu-
YeCcKOM OCMOTpe zereit B 1 rox — Hauvayio GOJIBIIION

TOCYyJApCTBEHHOU MMPOTrpaMMbl 1 U3MEHEHUN K JIyd-
nieMy. BepOﬂTHO, HacTaJI0O BPeMsA BHECTHU IIPpaBKU
B KJIMHNYECKHNE DPEeKOMEeHJalun II0 AUarHoCTHUKe
MOO/MIOB u mporpaMMbl OOyUYeHUs IJIA IeIUaT-
POB 1 ONETCKMUX HEBPOJIOT'OB. n TOorga MOMHO Hale-
arbeda, utro M]II] mepecTaHeT OBITH « HEBUAMMKOM »
W TeHeTUYECKUM yOumileil MaJbuYMKOB HOMED ONMH.

Bxnad aemopos: éce aémopv. 6 PABHOU CMeENneHUu 6HeCLU
c60il 8KIA0 6 PYKONUCH, PACCMOMPeNU ee OKOHYAMeNbHbLil
sapuanm u daau cozaacue HA NYOIUKAUU.

Dunancuposanue: 6ce agmMopsvL 3a16ualU 00 OMCYmcmeuu
Qunancosoll noddeprcku npu nodzomoske OAHHOL PYKONUCU.

Kongnuxm unmepecos: 6ce agmopuvl 3aa6uLl 00 omecym-
CMBUU KOHKYDUPYIOWUX UHMePecos.

ITpumeuwanue uzdamensa: OO0 «Ileduampus» ocmaemcs
HellmpaioHblM 6 OMHOULEHUU OPUCOUKUUOHHBLX NpemeH3uil
Ha OnyOAUKOBAHHbIE MAMEPUALbL U UHCMUMYYUOHALbHBLY
npuradaexcHocmeil.
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