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HacneacteeHHble 6onesHM
HEepPBHOW CUCTEMbI Ha TEPPUTOPUN
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Kageopa Hesponoeuu u ocHos meduyuHckol 2eHemuku TTMY um. Abyanu ubHu CuHo

B paHHoV paboTe npefcTaBneHbl pesynbTaThl MCCNEeNOBaHNA HAaCeACTBEHHbIX OONe3Hel HEPBHOV
cuctembl (HBHC) Ha TeppuTtopum [Mccapckoro paroHa TagKuKMCcTaHa.

Bcero BbiABNeHO 74 00MbHBIX (MyXUMH — 51, )KeHLLWH — 23) 13 42 cemell. YCTaHOBNEHO 9
Ho3onoruyeckmx dopm HEHC. 33,8% 60MbHBIX POANANCL OT POACTBEHHbBIX 6pakoB. [Npeobnaaana
KOHEeUYHOCTHO-MoACHas popma MbleuHon auctpodun (KMMI) (n=22). MeHblue Bcero 610 601bHbIX
C NporpeccupytoLlel MmbiweyHon guctpoduen (NMMI) bekkepa v atvnuyHom dopmon NMA (no 1
601bHOMY).

PacnpocTpaHéHHocTb KIMMJL B TcCapCKOM parioHe NpeBbIWaeT faHHbIe, MOTyYeHHbIE MO XaT/IOHCKOW
obnactv TagkunkmcTtaHa (8,4 1 2,7 Ha 100 000 HaceneHus, COOTBETCTBEHHO), a MM/ [oweHHa —
HanpOTWB HIKe (2,3 1 5,7, COOTBETCTBEHHO).

BOMBLIMHCTBO HO30/0MMI MMENN 2y TOCOMHO-PELIECCUBHBIV TUM HacNeAoBaHMa (N=26), MeHblle BCero —
X-cuenneHHbln Tn (n=2). AyTOCOMHO-[OMWUHAHTHBIY TUM HaCNeoBaHNA YacTo Haboaanca y 60MbHbIX

C HeBpanbHow ammnoTpodueit Lapko-Mapu-TyTca, a ayTocoMHO-peLeccnBHbin — npu KMMI (10 1 11

4esoBeK, COOTBETCTBEHHO).

[Nokasatenb pacnpocTpaHérHocT HBHC B Lienom no painoHy coctasmn 28,1 Ha 100 000 HaceneHuA.

KntoueBble cioBa: HacneACTBEHHblE HONE3HV HEPBHOW CUCTEMBI, POACTBEHHbBIE OpaKy,
nporpeccupyioLme MolliedHble ANCTPOdUK, HeBpanbHaa ammoTpodua apko-Mapn-TyTca

AKTyanbHOCTb. HacneAcTBeHHble 60Ne3HW HEPBHOW
cnctembl (HBHC) — Havbonee pacnpocTpaHéHHas v
M3yUeHHas rpynna HacneACTBEHHbIX 3a00NeBaHI, Ko-
TOpble XapaKTepK3yTCA Ype3BblyaiiHbiM pa3Hoobpasm-
eM HO30M10rnYeCKnX GOPM, BbIPaXKEHHOW reHETUYECKON
reTepOreHHOCTbIO U KNUHUYECKMM MOAMMOPOU3MOM, a
TaKXKe TAKENBIM MHBANUAV3MPYOLWMM TeueHnem [1].

B pa3nunuHbix CTpaHax bbiin nposeaeHbl SnMnaemmono-
rmyeckme nccnegoBaHus, noceawéHHble HBHC. Tak, no
naHHbiM Chung B, Wong V., B Kutae pacnpoctpaHéH-
HocTb HBHC cocTasndaet 21,4 Ha 100 000 HaceneHus,

B LBeunn — 53,1, B ICTOHUN — OTHOCUTESTIbHO HI3KMM
nokasatens — 12,1, B Poccninckom Oepepaumm — 28,8
[2-4,5-7].

B TamkmnkmcTaHe Oblnm NpoBefeHbl aHanorvyHble
3MNMAEMMONOTMYECKNe NCCNeAOBAHNA, OAHAKO N3yYeHbl
NNLWb oTAenbHble Hozonorn HBHC B onpeaenéHHbix
permoHax CTpaHbl, B YaCTHOCTM MO XaTIOHCKOM 061acTu
1 B VichapvHCKoM parioHe pecnybnuku. BoiasneHo, uTto
PacnpOCTPaHEHHOCTb MPOrPECCUPYIOLLEN MblLLEYHON
anctpodun (MMI) OioweHHa no panoHam XaTnoH-
CKoW obnacTu coctasnaeT 5,7 Ha 100 000 HaceneHus,
KOHEYHOCTHO-MOACHOM GOPMbI MbILLEYHOW AUCTPOGUN

(KMMA) - 2,7 Ha 100 000 HaceneHus; bopma ayTOCOM-
HO-AOMVHAHTHOIO 3CCEHLMANbHOrO TPEMOpPa, CLeMNeH-
HasA ¢ xpomocomou 3g13 nokyc ETM 1 — Ha Tepputopumn
MchapurHckoro paoHa pecny6nmkn [8].

B 2012 roay 8 PT 661 NpoBeaéH NoapoOHbI OCMOTP
NHBaNVAOB CO CTOPOHbI KOMUCCUM OPraHM30BaHHOM
MUWHUCTEPCTBOM 34paBOOXPAHEHNA PECTyONVKH,
KOTOpas Aana 3ak/lioyeHre O TOM, YTO Ha Tepprutopun
[MCCapcKoro panoHa B OTIMumne OT APYruX PaioHOB pe-
CNYyOANKAHCKOrO NOAUMHEHWA BbIABAEHO 3HaUMTENbHOE
uncno 6onbHbix ¢ HBHC. Tak, no aaHHbiM BTIK pecny-
6VKK, fons 60nbHbIX nHBanugos ¢ HBHC cocTasuna
18%, uTo bOnblUE, HEXENW B APYT1X parioHax. Kpome
TOTO, YNCIO POACTBEHHBIX OPAKOB B YKa3aHHOM palioHe,
MO JaHHbIM AreHTCTBa Mo CTaTUCTUKe Npu [Npe3ngeHTte
Pecnybnukn TagpknkicTtaH, Ha 2013 roa cocTasuno 8,4%,
YTO CUMTAETCA OTHOCUTENIBHO BbICOKMM NOKasaTesieM no
pecnybnuike. Takum 06pa3om, MCCapCKuii panoH sBun-
CA Havbonee NHTepecHbIM Ans 13ydveHna HBHC.

Lienb nccnepgoBaHus. BoiAsMTh BCe MMelOLLMeCa HO30-
noruyeckme dopmbl HBHC Ha TeppuTopumn MMccapckoro
parioHa TagKMKUCTaHa, a TakKe OLEHNTb X pacnpo-
CTPAHEHHOCTb 1 TUM HaCcNedoBaHNA.
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MaTtepuan un metogapbl. 3a nepuoj ¢ AHBapA 2008 roaa
no fekabpb 2013 rofa B HEBPONOTMUECKNX OTAENEHMNAX
HaunoHanbHoOro MeanUMHCKOro LieHTpa Pecnybnuku
TagKMKMCTaH Ha NeYyeHnn Haxoannoch 198 6onbHbIX C
paznunuHbiMn popmamn HBHC 13 r/lywaHbe, paioHoB
pecnybMKaHCKOro NMoaUvHeHVs 1 bonee OTaanéHHbIX
PEermoHoB CTpaHbl. V13 MMccapckoro panoHa 60sbHbIX
6b110 25 Yenosek, YTO B CPABHEHWM C APYTVMM PaioHa-
MV pecnybnMKaHCKoro nofunHeHna 6onblue. K npu-
Mepy, 13 paioHa Pynakm 6610 18 uenosek, U3 paloHa
BaxpaT — 15.

lccnenoBaHe NpoBOAMIOCh B XOAe SKCMEANLMOHHbIX
noe3nok B ['MCcapcKkm parioH B NEPUIOL UI0Nb-aBrycT
2013 roga. CeegeHma 0b UMeLLMXcs 60nbHbIX Obln
nosyyeHbl 13 AaHHbIX PallOHHOTO LeHTPa 340P0BbA

N CenbCKMX ambynatopuii. Bcero 6610 BbiABNeHO 74
60MbHbIX 113 42 cemeld, B BO3pacTe oT 4 Ao 61 ropa.
CpenHuii Bo3pacT cocTasmn 27,7+0,6 rona, cpeam Hnx
MY>XUMH ObINO 51, KEHLLMH — 23.

Mpwr 06CneaoBaHm HbIN NCMONBb30BaHbI CheLnanbHble
KapTbl OONbHbIX, BKIIOUaOLLMe CBeAeHNA O NpobaHae,
cnbcax, poanTensax v OAVKanLnMx POACTBEHHMNKAX.
Takrke 6blnv COCTaBNEHbI POAOCIOBHbIE OTATOWEHHbIX
cemen.

[na yTouHeHna dopmbl 3a601eBaHVIA MCMOMb30BaNoCh
KNMHWKO-HEBPONOrMyeckoe obcefjoBaHvie, KOTopoe
BKIIOUANO OnpefeneHne CpoKa rnossieHs nepabix
Npu13HaKoB 3aboneBaHNs, aHTPONOMETPWIO, BbIABEHNE
paznuyHbIX fedopmMaLmii CKeneTa, rmnoTpodUi, Hanu-
ume MblLEYHbIX PETPAKLMIA 1 KOHTPAKTYP.

Pe3ynbratbl 1 nx 06¢cyxaeHume. [poBeéHHbIE UC-
cnefoBaHua BbiABUAN 9 Ho3onorueckx dopm HEHC
Ha TeppuTopum [Mccapckoro parioHa. Npeobnaaatot
60/bHble C KOHEYHOCTHO-MOACHOW GOPMON MblLLieY-

HoW ancTpodum (N=22). PacnpoCcTpaHEHHOCTb 3TOW
dopmbl 3aboneBaHmsa cocTasmna 8,4 Ha 100 000. Ha
BTOPOM MecCTe MO PacnpoCTPaHEHHOCTI CTOUT 6oNe3Hb
Wrptomnensa (n=14). HavimeHbliee KoNM4YecTBo 00sb-
HbIX (Mo 1 6onbHOMY) — C aTUnMYHo dopmon MM u
MM/ bekkepa (Tabn. 1).

Cpeawn obcnenoBaHHbIX Npeobafani nua My»CcKoro
nona — 51 6onbHOM, 1 23 — XeHWuHbl. Takme 3abonesa-
HYA Kak MM/ bekkepa, AoweHHa, aTnnmyHas dopma
MM v MUOTOHMM HABNIOAANNCH TONBKO Y My»KYWH. Crivi-
HanbHas ammoTpodus BepaHura-fodpdmarHHa nvenaco
TONBKO Y NINL KEHCKOrO Nona (prc.).

CocTaBneHne poAaoC/IOBHbBIX KapT MO3BONMIO pacnpe-
JEennTb OOSbHBIX B 3aBUCMMOCTI OT T1MNa HacneoBaHMA
3aboneBaHuA. Pe3ynbTaTbl MoKasanu, 4o B LieIoM B rpy-
3e Hacne[CTBEHHOCTH NpeobnaaatoT 3aboneBaHus C ay-
TOCOMHO-PeLIeCCUBHbBIM TUMOM HacnefoBaHWA (35,1%).
HavmeHbliee 4yncno 601bHbIX — C X-CLenneHHbIM TUNOM
HacnenosaHuA (2,7%). AyTOCOMHO-AOMUHAHTHbIA TVMN
HacnefoBaHMA Yallle Bcero Habmoaanca y 60bHbIX C
HeBpanbHoW ammoTpoduen Llapko-Mapu-TyTca, a ay-
TOCOMHO-peLieccuBHbI — nput KMMZ (10 1 11 uenosek,
COOTBETCTBEHHO) (Tabn. 2).

Mpw oLeHKe POACTBEHHbIX OPaKOB ObINO BLIABIEHO,
uTO 13 42 0b6CNenoBaHHbIX cemeli B 15 (35,7%) cyydasx
poaNTENY OOMBbHbIX COCTOANN B KPOBHOPOACTBEHHbIX
bpakax, B KOTOPbIX POAMIOCH 25 60MbHbIX, YTO COCTaB-
naeT 33,8% oT Bcex 00CnefoBaHHbIX.

B xofe nccnenosaruna snepsble B Pecnybnuke Tagku-
KWCTaH OLjeHeHa pacnpoCTPaHEHHOCTb Taknx 3abo-
neBaHNii, Kak 6onesHb LLTplomnens, HacNeACTBEHHbIE
MO3KEYKOBbIE aTakCUV 1 MUOTOHMK, YTO COCTaBWO 5,3,
2,7 11,5 Ha 100 000 HaceneHwsa, COOTBETCTBEHHO.

TABJIMLIA 1. HO30JIOTUYECKUE ®OPMbl HBHC HA TEPPUTOPUM TMCCAPCKOIO PANIOHA

LOnarHos

bonesHb Ltptomnens

Mo3xeuKkoBble aTakcum

lNporpeccupyioliasn MblleyHan aucTpodus [ioeHHa
Mporpeccupyiolasn MbllieyHasn aucTpodus bekkepa
CnurHanbHaa ammoTpodus BepaHura-foddmaHHa
HespanbHas amvotpodus LLlapko-Mapu-TyTca

KMM[ (koHeYHOCTHO-MOACHAA MbllEYHaA AUCTPODUS)
AtnnnyHasa dopma MM

MwoToHuN

Bcero

Kon-Bo Kon-Bo PacnpocTtpaHEHHOCTb
60MbHbIX cemern Ha 100 000 HaceneHus
14 8 53
7 6 2,7
6 6 23
1 1 04
3 3 1,1
16 6 6,1
22 12 84
1 1 04
4 3 1,5
74 42 28,1
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PUC. PACNPEOENEHUE BOJIbHbIX MO Moy

TABJINLA 2. TUN HACNIEQOBAHUA HBHC

bonesHb LLTtplomnens

Mo3xeukoBble aTakcmm

MM JroweHHa

MM[] Bekkepa

CnnHanbHasa amnotpodusa BepaHura-fobpdmaHHa
HespanbHas ammoTtpodus LLlapko-Mapu-TyTca

KINMMZl (KoHeYHOCTHO-MOACHAA MbllieyHasn AUCTPOGYIS)
AtnnuuHble dopma MM

MwoToHun

Bcero

Taknm 0bpa3om, pacnpocTtpaHéHHocTb HBHC Ha Teppu-
TOPUM [MCCapCKOro paroHa TagxmKncTaHa CocTaBnaeT
28,1 Ha 100 000 HaceneHwA. NokazaTent pacnpocTpa-
HEHHOCTM KIMM/] B TCCapCKOM paioHe npeBblluaeT
[laHHblEe, MOyYeHHble MO ParoHam XaTnoHCKOM 0bnacTu
TapxkuvkmncTtaHa (8,4 1 2,7 Ha 100 000 HaceneHua, COOT-
BeTCTBeHHO), a [NM/] [ltoleHHa, HanpoTUB, HUXe (2,3 1
5,7, COOTBETCTBEHHO). YUMTbIBAA PACNPOCTPAHEHHOCTb
KPOBHOPO/CTBEHHbIX OPaKkoB TpebyeTca npoBeaeHe
NPOCBETUTENBHBIX PabOT CPpear HaceneHua TagXmnKkn-
CTaHa 06 1x HebGNaronpPUATHOM BANAHWK Ha pOXAEHNE
3[10pPOBOro NMOTOMCTBA. LlenecoobpasHo pa3suture Me-
AMKO-TEeHETUUECKOrO KOHCYbTUPOBaHWA B Pecnybnvike
TapKnKMCTaH.

5 4
2 3
2 4
1
1
10 4 2
11 6
1
2 2
22 (29,7%) 26 (35,1%) 2(2,7%) 24 (32,3%)
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Summary

Hereditary diseases of the nervous system
in the Hissar district of Tajikistan

R.A. Rakhmonov, T.V. Madaminova
Chair of Neurology and Bases of Medical Genetics Avicenna TSMU

This paper presents the results of a study of hereditary diseases of nervous system (HDNS) in the Hissar
district of Tajikistan.

Diseases were revealed totally in 74 patients (men — 51, women — 23) from 42 families. Nine clinical
entities of NBNS areestablished. In result of related marriage were born 33,8% of patients. Predominant
form was limb girdle muscular dystrophy (LGMD) (n=22). Least of all was patients with Becker
progressive muscular dystrophy (PMD) and atypical form of PMD (1 patient).

The prevalence of LGMD in Hissar district exceeds the data obtained in Khatlon region of Tajikistan

(84 and 2,7 per 100 000 population, respectively), and Duchenne PMD - is lower (2,3 and 5,7). Mostly
nosology had autosomal recessive inheritance (n=26), less — X-linked type (n=2). Autosomal dominant
pattern of inheritance is often observed in patients with neural amyotrophy of Charcot-Marie-Toots and
autosomal recessive —in LGMD (10 and 11, respectively). NBNS prevalence in districtwhole was 28.1 per
100 000 population.

Key words: hereditary disease of the nervous system, related marriages, progressive muscular
dystrophy, neural amyotrophy of Charcot-Marie-Toots
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