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Meouko-coyuanvHas  3HAUUMOCMb  HACNEOCMBEHHLIX — HEePEHO-MbIUEUHbIX
3abonesanuti (HHM3) 6vicoxa u obycnosnena msasicecmoio 3a001€8aHUsL U BbLCOKUM
VPOGHEM UHBANUOUZAYUU, A MAKIHCE CYUWECMBEHHbIM YXYOUleHUeM Kauyecmeda HCU3Hu
nayuenmos. K nacmosawemy epemenu 6 Pecnybauxe benapycy nem axmyanbHbix
INUOEMUOTIOSUHECKUX OAHHBIX NO Koaudecmey nayuenmog u cmpykmype HHMS3,
KOmopble NO360JAM NOBbICUMb IPHEKMUBHOCHb OUACHOCMUKY, 8 MOM 4Yucie U
npeHamanvHou 01 OAHHOU NAMONIO2UY, YIYYWUMb JleYyeHue U KA4ecmeo OJHCUHU
nayuenmos. Cosz0anue pe2ucmpa HepeHO-MblULeYHbIX 3a001e8aHuUll He0OXO00UMO OJisl
00beKMUBU3aAYUY  INUOEMUOTIOCUUECKOU KAPMUHbL, NOBbIUEHUS YDOBHSI MeOUKo-
2eHemu4ecKol OUASHOCMUKU U oDecnedeHus: adeK8amHou MeOUYUHCKOU NOMOwU
nayuernmam ¢ HHM3.
Knioueevie cnosa: nacieocmeeHnuvle HEPEHO-MblUuleYHble 3A00/1€8AHUSL,
peaucmp.

PREVALENCE OF HEREDITARY NEUROMUSCULAR DISEASES
IN THE REPUBLIC OF BELARUS
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The medical and social significance of hereditary neuromuscular diseases
(HNMD) is high and is due to the severity of the disease and the high level of
disability, as well as a significant deterioration in the quality of life of patients. To
date, the Republic of Belarus does not have up-to-date epidemiological data on the
number of patients and the structure of HNMD, which will improve the effectiveness
of diagnosis, including prenatal diagnosis for this pathology, improve treatment and
the quality of life of patients. The creation of a register of neuromuscular diseases is
necessary to objectify the epidemiological picture, increase the level of medical and

genetic diagnostics and provide adequate medical care to patients with HNMD.
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HHM3 — rpynna rereporeHHbIX OOJIe3HEW ¢ pa3iuyHbIMH KIMHHUYECKUMU
IIPOSIBJICHUSIMU, TJIABHBIMU W3 KOTOPBIX SIBJISIIOTCS NPOTPECCUPYIOLIAS MbIIICYHAs
c1aboCTh UM yTOMJIIEMOCTb, Pa3jiM4HbIA BO3pacT Je00Ta, MOBBIIICHHBIA YpPOBEHb
K®K u guctpoduueckue M3MEHEHHUS ¢ HEKpO3aMH M pereHepanuedl MbIIIeUHbIX
BoJokoH. HHM3 sABnstorcss OOHMMM M3 CaMbIX pPacHpOCTPAHEHHBIX CpEeau
HacJeACTBEeHHBIX Oone3nelr demoBeka [l].Hacrora HM3 cocramser 1,3-12,9 nHa
100000 nacenenus [2]. AkTyansHOCTh TpoOaemMbl HM3 ompenensieTcst ee mmpokon
pPacCIpOCTPAaHEHHOCTBIO, TEHIACHLUMWEW K HAKOIUICHUIO T'€HETUYECKUX MyTalud B
KOXIOM IOCIEAYIOIIEM IIOKOJEHUN, CHWKEHHEM KayeCTBAa JKU3HHU, PAa3BUTHEM
PaHHEN U TSHKEIOM WMHBAIMIW3aLMU. B CBA3M C HU3KOW 4aCTOTOM BCTPEHYAEMOCTH,
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HEJIOCTATOYHOM OCBEJOMJICHHOCTHIO Bpadedl O CHUMIOTOMAaxX, JAUArHOCTHKE W
€CTECTBEHHOM TE€YEHUU CBOCBPEMEHHOE YCTAHOBIICHUE IMATHO3a 3aTPYIHEHO.

B PecnybOnuke benapych paHee He NPOBOIWINCH SIUAEMUOIOTHUYECKUE
UCCIICOBaHUS, MTOCBSIIIICHHBIE pacrpoCTPaHEHHOCTH U KJIINHUYECKUM
xapaktepuctukaM otaenbHbix Gopm HHM3. Pa3Butue coBpeMEHHBIX METO/IOB
TFeHETUYECKOro  O00CJIeIOBaHMs  TMO3BOJSET Yy  OOJBIIMHCTBA  MAIMEHTOB C
POrPECCUPYIONIEH MBIIIEYHON C€l1ab0CThi0 BepU(ULIUPOBATH JUATHO3, BBISBISATH
HOBBIE KIIMHUKO-TEHETUYECKUE XapaKTEpUCTHKU. TOYHAs MArHOCTHUKA IO3BOJISIET
IPOrHO3UPOBATh TEUYEHHE OOJE3HU, BHIOMPATh TAKTUKY JICUCHUS W pPeadbMIUTAlUU,
MIPOBOAUTH IJIAHUPOBAHUE CEMBHU.

Co3nanue perucTpoB BO BCEM MHUPE MO3BOJSET MOIYYUTh JTIOCTOBEPHYIO
UH(POPMAIIMIO O KIMHUYECKUX OCOOCHHOCTSX TeUeHHUs 3a00JeBaHMsI, OCOOCHHOCTSIX
JTUHAMHYECKOTO HAOIIOJICHUS, YXO0J/la, JEUYCHUs, MO3BOJSECT HAWTH MAIUEHTOB JIS
KJIIMHUYECKUX MCTIBITAHUMN.

CornacHo pecnyOJIMKaHCKUM 3MUACMUOJIOTHYECKUM JTaHHBIM, COOpaHHBIM IO
oOpaillaeMoCTH mMaluMeHToB crapiie 18 ner (B3pocinoe Hacenenue) ¢ HM3 3a
MEAUIMHCKONW MOMOIIBI0 IO MecTy kuTenabcTBa ¢ 2015 10 2020 roxa BeIsiBIeHO 612
yenoBek. Cpeau manueHToB My 4uHbl cocTaBIsitoT 330 (53,9%) denoBek, >KEHITUHBI
- 282 (46.1%) yenoBeka. Camoil yacToil Ho3omorudeckoit Gopmoit HM3 sinsimack
cOopHasi rpymnmna nepBUYHbIX Muonatui (320 yen.), Ky/na BKIIOUYEHBI MallUEHTHI C
KOHEYHOCTHO-TIOSICHBIMU ~ (popmMaMu ~ mMuoauctpopuii,  TUCTPOPHUHONATUAMH,
MUOTOHHYECKUMU JTUCTpoPusiMU. BTopoe MecTo 1o 4acToTe BCTPEYAeMOCTU OBLIO Y
MAILMEHTOB C HACJEICTBEHHBIMU HEUPOMATUSAMHU — 169 4enOBEK M HA TPETHEM MECTE
rpynna ManueHToOB CO COUHAIbHOW MblmieyHoil atpodueit (CMA) — 123 yenoseka.
Cpenu nacenenusi Pecniyonuku benapyce, auarno3 HHM3 wyamie BricTaBisieTcs: Ha
OCHOBAaHUM KJIMHUYECKOW KApTUHBI, TaK KaK CYIIECTBYIOT TPYAHOCTH C
JOCTYITHOCTBIO TE€HETUYECKOro oOcieoBaHus ManueHToB. Toabko y 48 mainueHToB
(7,8%) 3aboneBanue BepudurpoBaHo reHetuyecku, u3z Hux 34 (70,8%) nanuenta
co CMA.

Takum o6pa3om, cOOp SMHUIAMOIOTHYECKUX JAHHBIX W CO3JaHUE pErucTpa
SBJISICTCSI aKTyaJdbHBIM U 3HAYUMBIM I OOBEKTHUBU3AIUU SIUIEMHOIOTHIECKOM
KapTUHBI, TTOBBIIIEHUS YPOBHSI MEIUKO-TEHETUYECKON TUATrHOCTUKU U OOECTICUCHMSI
aJIcKBaTHOW MeQUIIMHCKOM oMoy manuentam ¢ HHMS3.

HHM3 u3 panee HekypaOelbHBIX MOCTENEHHO MEPEXOAT B pa3psij Oose3HeH,
KOrJa MPUMEHEHNE MEIUKAMEHTO3HBIX U HEMEIUKAMEHTO3HBIX METOAOB IMO3BOJISIET
NPOJIUTh TEPHUOJI CaMOCTOATEIIBHOTO TEPEABMIKEHUSI TalMeHTa, OTCPOYUTH
pa3BUTHE CKOJIMO3a U JbIXATENIbHBIX HapylleHuil. B cBsi3u ¢ OypHBIM pa3BUTHEM
(hapMaKOT€HETUKH, Ha OCHOBE KOTOPOW pa3padaThIBAIOTCS HOBBIE TpenapaThl s
naroreHeruueckoro JjedeHus psga HHM3: CMA (HycuHepceH, OHAacEeMHOI'€H
abenapBOBEK, pucIuIUiaMm), Muomuctpoduu JlromeHHa (aTadypeH, BUIITOJApPCEH,
ATerMpceH, royiogupceH). Hamuuume B cTpane peructpa HHM3  B3pocnioro
HAaCEeJICHHS TIO3BOJIUT YYaCTBOBATh B MEXYHAPOIHBIX KIIMHUYECKUX UCIBITAHUSIX.

MynbTUAUCUUIUIMHAPHBIA TOAXOJl Y CBOEBPEMEHHAas Teparusi MO3BOJSIOT
YIY4YIIUTh KaueCTBO M MPOAOJIKUTEIBbHOCTh XU3HU nanueHTtoB ¢ HM3. [lauueHT u
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€ro Cembs JOJDKHBI HEMPEPHIBHO B3aUMOJEHCTBOBATh C MEIUIIMHCKUM PaOOTHUKOM,
KOTOPBI OCBEIOMJICH O TE€UEHHWU 3a00JIeBaHMS, BO3MOXKHBIX DPHCKax TEpanmuu H
KOOPJUHUPYET OKA3aHUE MEIUIIMHCKON ITOMOIIIH.
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