pellecCUBHOM HAcCJEACTBEHHON MaToJio-
I‘I/ICI?I, MpU pacyeTrax JeTalbHbIX 3KBUBaA-
NeHTOB [6], OLIEHOK NOBTOPHOrO pHCKa
npY MYJIbTU(PAKTOPUATBHON IMAaTOJOrUU
[7] ¥ HAyYHBIX HCCIEIOBAHUSIX.

Pa6oTa BbINOMHEHA MPU YaCTUYHOM (PUHAHCH -
poBatun PO®U, THTII “IlpuoputeTHble Hampas-
nenus reneTuku” u M3 Pecny6nauxu Mapuit Oi.

JINTEPATYPA

1. Mapuitup! (cTaTHCTHYECKMI CBOPHUK). —
Mowkap-Ona, 1994.

2. Ilapadeesa I'M., Boavwakoea JI.I1., Ilem-
pun A.H. u 0p. // Tenetuka. — 1986. — Ne 9. —
C. 2355—2360.

3. Cmusencon A., [Ireudcon B. Meanko-reHeTu-
NgtKOe KOHCYJIbTUpOBaHUE. — M., 1972.

4. Xucamoea M.B. CpaBHUTEJIBHOE HU3yUYeHUeE
OTATOLLEHHOCTH HacjIeACTBEHHOM MaToNOTHel ropo-

VIK 616.8—056.7(470.343)

CKOTO M OKPYXAaIOILero ero cejibCKOro HaceleHus:
Hucc. ... kaHa. Mea. Hayk. — M., 1988.

5. Barrai I., Formica G., Scapoli C. et al // Ann.
Hum. Biol. — 1992. — Vol. 19. — P. 371-—385.

6. Chakraborty R., Chakravarti A.// Hum. Ge-
net. — 1977. — Vol. 38. — P. 47—54.

7. Falconer D.S. Introduction to Quantitative
Genetics. Eds. Oliver and Boyd. — Edinburg and
London, 1960.

IMocrynuna 01.04.96.
INBREEDING IN MARI EL REPUBLIC

G.I. Elchinova, E.A. Startseva, 1.S. Moshkina
Summary

The determination of inbreeding, a simple me-
thod of its calculation, meanings of random inbree-
ding in five districts of Mari El Republic (Gornoma-
risky, Sernursky, Zvenigovsky, Orshansky, Morkins-
ky) for rural and urban population are presented.

HACJEJICTBEHHBIE BOJE3HU HEPBHOM CUCTEMBI
B PECITYBJIUKE MAPU DJI

I.E. Pydeuckasn, C.A. Knwwnuxos, H.C. Mowkuna

Jlabopamopus nonyaayuonnoii eenemuxu (3a6. — ua.-kopp. PAMH, npog. E.K. Tunmep)
Hucmumyma rkaunuveckoi eenemuxu Meduxo-eenemuyeckozo nayuhozo yenmpa PAMH
ot 2. Mockea, Howrap-Onunckuii puauan (dupexmop — dou. B.II. Paccarnos)
‘3} Kazanckozo 2ocydapcmeennozo meduyunckozo yrugepcumema

Hons HacnencTBeHHbIX 0ojIe3HEl HepB-
noit cuctemMpl (HBHC) B cTpykType HeB-
pojoruyeckux 3aboseBaHUit (0cobeHHO y
GOJBHBIX JETCKOTO U IOHOIIECKOIO BO3-
pacTa) U FeHETUYECKOM ITaTOJIOTHEN HO-
CTaTOYHO BecoMa. MenuxKo-couuanbHas
sHaunMocTh HBHC o0ycnobiieHa ux 3Ha-
YUTEJIBHOM PacnpOCTPaHEHHOCTBIO, OCO-
6eHHO TeM, 4Tto GoapumimHcTBo HBHC
BECHMA TSDKEJIO IIPOTEKAET U 4acTo yXe B
IeTCTBe NMPHUBOAUT K WHBAJUAU3ALUHU.
MHorue U3 HUX CYIIECTBEHHO OrpaHUYU-
BAIOT NPOJOJIXUTEIHHOCTb XU3HHU 60Jb-
HBIX ¥ MIX CITOCOOHOCTD K JETOPOXIECHHUIO.
9pdexTuBHOrO Xe JNIeYCHUs Ui I0IaB-
wromteit yactu 6onpHBIX HBHC noka He

“W¥IecTByerT.

YpespbIyaifHoe pasHooOpasye HO30J0-
ruueckux ¢opm HBHC, ux BBIpaxkeHHas
reHeTHYeCcKass HEOTHOPOIHOCTb U KIMHM-
yecKuit mosuMopdu3M 4YacTo 3aTpymHs-
0T JMAaTHOCTUKY M MEIUKO-TEeHETUYECKOE
KOHCYIbTHpoBaHUe. JlaHHBIE O pacIpoc-
TPAHEHHOCTH, CIEKTPE, KIIMHUKO-TE€HETU -
yecknx xapakrepuctukax HBHC B ort-
IEeTBHBIX TOMYJISALIUSAX YPE3BbIYaiiHO BaX-
Hbl B TPaKTHYECKOM OTHOIUEHUH IS CO-

3MaHUs perHoHaIbHBIX peructpoB HBHC,
SIBJISTIOLLIMXCST OCHOBOM aIeKBATHOIO pe-
THOHaJIbHOTO MEIMKO-TEHETUIECKOTO
KOHCYJIbTUPOBAaHUSI. DTO TeM Ooiee ak-
TyaJIbHO, YTO OJyiaromapsi MOCTIKEHUSM
MOJIEKYJSIPHOM FeHETUKH BO3MOXHOCTU
MEeIUKO-TeHETUYECKOTO KOHCYIBTHPOBA-
Hus npu MHorux HBHC mpuHIMnvans-
"o maMeHmwIuch. JTHK-guarnocTuka, Ko-
TOpas MPOBOAUTCS U B MHCTUTYTE KiU-
HUYECKOU NeHEeTUKH, [TO3BOJIWIA NTIEPENTH
OT BEPOSITHOCTHOTO K BBICOKOTOYHOMY
UHAVBUAYAJTbHOMY IIPOTHO3Y TaKUX TH-
XelnbIX U pacripoctpaHeHHBIXx HBHC, kak
TIPOTPECCUPYIONIAs MBIIIeYHAs] AUCTPO-
dust (IIM) HioumeHHa, CIMHAJbHAA
MBIIIEYHAass aTpodusi, MUOTOHUYECKAs
muctpodus, xopes IeHTUHTTOHA U Ap.
B Pecnry6iiuxke Mapuit 91 HBHC usy-
YaJuch HaMH B Xol¢ OOLIMX MOMYJISIHU-
OHHO- ¥ MEIUKO-TeHETUYECKUX UCCIIENO-
BaHUIT, BeAylIMXcs B pecrmyonuke. Obcie-
JoBaHO HaceineHue 6 paitoHoB (I'opHo-
MapHiicKuii, 3BeHUTIOBCKUI, MopKuHC-
kuii, OpmaHckuit, CepHypcekuii u Coser-
CKMiT) ¢ oOlIel YMCIeHHOCThIO no 224,1
TBIC. yeJoBeK. MeTon c6opa uHoOpMa-
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M, paspabotaHHblii B MHCTUTYTE K-
HUYecKoil reHeTuku [2], obecrneyusan
HAJEXHYIO BBIABIAEMOCTh OosbHBIX. [1o-
CJENyIOLIM OCMOTP OOJNIBHLIX U YJIEHOB
KX CeMEil OCYUIECTBIISUICS HEBPOIATOJO-
rom-crieunanucrom nmo HBHC.

Ha momeHT 06ceqoBaHUsI B pETHOHE
npoxusaad 57 6onpHeix HBHC. B 1a6-
JIMIIE MPEeACTABICHbl NaHHBIE O CIEKTPE
u pacnpoctpanenHoctu HBHC ¢ paznny-
HBIMU THIIAMU HACJIEMOBAHUSI — ayTOCOM-
HO-IOMHUHAHTHBIM (AJl), ayTocoMHO-pe-
peccuBHBIM (AP), X-cuenjJeHHBIM
(X-cu.)— B 00CIeNOBaHHON IOIYJALUU
B LIEJIOM M Cpedu OCHOBHBIX 3THMUYECKUX
rpynn (MapuineB U pycckux). B HacTos-
weit pabore MBI He paccMarpuBaeM ¢a-
KOMAaTO3bl, OJUTOMPEHNI0, BPOXKICHHBIE
nopoku pasputust IIHC, Henporpeccupy-
JOlMe€ T€HETUYEeCKHe CHHIPOMBI C IIpe-
uMylecTBeHHbIM BoBreueHHeM LTHC.

Kak BUAHO U3 OAaHHBIX TaOJUILBI,
HBHC npencraBieHbl IIHUPOKUM CIIEKT-
poM u3 24 popm. OtsroweHHocts HBHC
OJIM3Ka K CpeIHUM TaHHBIM, 3aperucTpU-
POBaHHBIM B OGOJIBIIMHCTBE POCCHHACKHUX
U 3apyGexHbIX monmynsiui [1, 3, 4—6].
M3 obcneqoBaHHBIX HAMU paHEe POCCHUM-
CKMX TIOIYJ/IALIMIA 5TOT moKasatesb B Kpac-
HOJAPCKOM Kpae cocTaBisut 24,8, B bpsiH-
ckoil obimact — 21,0, B KupoBckoit —
39,9, B Koctpomckoit — 14,5. Ipocne-
XKeHa TeHAeHLMs (o0uas mjasi MapuilieB
U PYCCKHX) K MpPeoOIaaHUIO OTATOLUEH-
Hoctn AP ¢dopm Han AJl, Torma Kak B
GoNBIIMHCTBE 00CIeTOBaHHBIX HAMU pa-
HEe POCCHUICKHUX ITOTYJSIUMIA, 32 UCKIIO-
yeHueM KocTpoMckoii obnactu, Habmo-
najnock obpaTHoe cooTHomeHue. Ilpu
cxonHo# obieit HanpaBienHocT HBHC
Yy MapuiflieB U pYCCKHUX OTMEUYEHa TEHIEH-
LIUSI K HECKOJIbKO GoJlee BHICOKOM OTSITO-
meHHocTt HBHC cpenn pycckoro Hace-
Jenus. Ilpu stom cnektp HBHC 6bin
LIMpe y MapuiIEB, YeM Y PYCCKHUX (COOT-
BETCTBEHHO 18 M 12 HO30JOTHMYECKHX
¢dopM), ogeBUAHO, MPONOPIUNOHANIBEHO
YUCJIEHHOCTH OOCIeIOBAHHOrO Hacele-
Huss. HBHC GbUtu BBHISIBIEHBI TakKXe B 2
TAaTAPCKUX CEMbSIX (B TPEThEi IO YUCIEH-
HOCTH TaTapCKoil 3THUYECKOU TrpyIIIe
Hac4YMThHIBaJIoch 7,4 ThIC. yesioBek). Cy-
LIECTBEHHO Mpeobiagajli MOHOHAIMO-
HaJbHbIE Opakul poauTeieil GOJIBHBIX, CITy-
YaeB UX KPOBHOI'O POICTBA He HaOmoma-
Joce. Kak Mapuiickue, Tak M pyccKue
ceMpu ¢ HBHC 6putM B OCHOBHOM KO-
PEHHBIMU CEJIBCKUMHU XUTEISAMU, POIU-
TEJU YaCTO IPOMCXOIUIN U3 OQHOIO KU
COCEIHHUX Ccel.
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OcHoBHYIO Joal0 B Mapuit 3 no
CYMMapHOH pacrnpoCTPAHEHHOCTU M
IIMPOTE CINEKTPA COCTABJISUIM, KaK U IO-
BCEMECTHO B MHpE, HEPBHO-MBbIIIIEYHBIE
sabonesauusi (17,85; 15,96 — y mapuii-
ues, 16,64 — y pycckux), 4to OJMU3KO,
HAIIpUMeEp, K CpeIHUM NaHHbIM o CIIA
(20,0) [6]. OnHako, B OTIIMYME OT psiia
MONyAaUui, B YACTHOCTU POCCUICKHX, B
Mapuit 9n 3ta uudpa ckiambiBaercsl B
OoJiblieit cTeneHu 3a cueT X-cil. M AP, a
He Al dopm. Cpeau ¢opm TIM]I Ha
[IEpBOM MECTE IO PaclpoCTPaHEHHOCTU
okazanacey I[IMJI Tiomenna. KituHuuec-g
KO OCOOEHHOCTIO B OOJIbLIIMHCTBE cny-‘/
yaeB SABJsUIACh IMPOJIOHTMpPOBAHHAsI MO
CpaBHEHUIO ¢ OOBIYHONW BO3MOXHOCTH
XOIbObI, 4 B OMHOU ceMbe — U aTUITUYHO
mo3fgHee Havyayo. B sroit cempe T. (cMm.
puc. 1A) Ha MOMeHT o0caenoBaHus 6O
Tpoe GonbHbIX OpatheB 19, 18 u 14 jer ¢
pasJIMYHBIM TeYeHHUEM 3aboseBaHUS.
V Bcex Tpoux 3aboJjieBaHUE HAyajoch B
8-9 JieT: mpU OCMOTpPE CTapUIUi C TPYAOM
MePeABUTAJICS C OTIOPOH M CAMOCTOSITENb-
HO He BCTaBal; CpegHUM He xomui ¢ 14
JIET; MJIQIIINKA IMpU 3HAYUTEJIbHBIX U3Me-
HEHUSIX TIOXOAKHU XOIUJ CAMOCTOSITENIBHO.
OTrMeyanuch ¥ HEKOTOphIE Pa3jiudUs g
ypOBHE HMHTEJJIEKTA: MOTpPaHUYHBIN ~_"
y cTapulero, yMEpeHHO CHUXEHHBId —
y CpeTHero ¥ HOpMaIbHbIA — Y MJIAIUIETO.

JHK-uccnegopaHue, MpoBellcHHOE B
Mapuitckux cembsix ¢ [IM]] JiouieHHa, He
BBIABWJIO KakKUX-JIUOO OTIMYHII OT 00-
IIX, CXOMHBIX BO BCEX MMOMYJSALIMSIX MO-
JIEKYJISIPHO-TEHETUIECKUX XapaKTePUCTUK
3aboyieBaHusi. B IByX ceMbsix, B TOM 4UC-
ne B ceMbe T., oOHapyxeHa meneuust (OT-
CYTCTBHE COOTBETCTBYIOLLEI0 MHUKPO-
yJacTKa X-XpOMOCOMBI); NBE APYTUE OKa-
3auch MHGpopMaTUBHBIMU Mo psiny JHK-
mapkepos ITM/] dioweHHa. B cembsix yxe
He CTOSUT BOIIPOC ITPOTHO3a MOTOMCTBA LI
ponureneil 60JbHBIX, OAHAKO MPOBENEH-
Hble HCCIeIOBAHUS MAIOT BO3MOXHOCTEES-
HaJeXHOU TUArHOCTUKHU HOCHTENbCTH Y
reda U (B ciiyuae HOCUTEIBCTBA) JOPOIO-
BOM AMAarHOCTHKH ITOTOMCTBA CECTEDP
GOJILHBIX.

Yacrorta AP mosICHO-KOHEYHOCTHOM
IIM/JI, Taxoxe oqHOIT U3 [IOBCEMECTHO pac-
MpOCTpaHeHHBIX ¢GOpM, COOTBETCTBOBAJIA
CPEOHHM JIUTEPATYPHBIM IMOKa3aTeJsIM.
BosbHbIE TEeMOHCTPHUPOBAINA OITMCAHHBIE
B JIMTEpAType BBIpaXXeHHBIE MeEXCEeMEM-
HbIE pa3jInYHus II0 BO3pacTy Hayaia 3abo-



CoekTp B pacnpocTpaneHHocTs (Ha 109 THIC. 9€JI0BEK) HACIeACTBEHHBIX 00/Ie3Heill HepBHO# CACTEMBI
B 6 paiionax Pecny6aukn Mapui Da

Tumbl  HaceNOBaHHs!, HO30JNOTHYECKHEe HOPMBI

PacnipoctpaHeHHOCTB: YMCHIO GONBHBIX/CeMel

Bcero (224100 yen.)

| Mapuiilbt (144100 qen.)J pycckue (66100 yen.)

X-cuenneHHble* 8,92 (10/8) 9,72 (7/5) 6,05 (2/2)
MM MwoweHHa 7,14 (8/6) 8,33 (6/4) 6,05 (2/2)
[IM]1 Bexepa 0,89 (1/1) — —
[IM/1 ¢ nopaxeHneM IJie4eBOro
nosica 0,89 (1/1) 1,39 (1/1) —

AYTOCOMHO-IOMWHAHTHbIE 9,37 (21/14) 6,94 (10/7) 10,59 (7/6)

JMie-TonaToyHo-TeyveBas [TM]] 0,45 (1/1) 0,69 (1/1) —
nonaToyHo-nepoHeanbHasi ITM]] 0,45 (1/1) 0,69 (1/1) —
MUOTOHMYeCKas! AUCTpodUs 2,23 (5/2) 0,69 (1/1) -
Aptestb Lllapko—Mapu 4,02 (9/6) 3,47 (5/2) 6,05 (4/4)

‘@MeitHasi cnacTiyecKas naparuiers 0,89 (2/1) —_ 3,03 (2/1)

xopest [eHTHHITOHA 0,89 (2/2) 0,69 (1/1) 1,51 (1/1)
TOP3HOHHAsl AUCTOHUS 0,45 (1/1) 0,69 (1/1) -

Ay TOCOMHO-DELIECCUBHBIC

11,16 (25/23)

9,02 (13/12) 18,15 (12/11)

nosicHo-KoHeyHocTHast [TM/J] 2,23 (5/5) 2,08 (3/3) 3,03 (2/2)
mctanbHasa [IMJ] 0,47 (1/1) — 1,51 (1/1)
CMHaNbHAast MblleyHas atpodus 11 2,23 (5/5)** 1,74 (2/2) 3,79 (2/2)
IMCTaTbHAsl CIMHANbHAS MBILIEYHAST
atpodust 0,45 (1/1) 0,69 (1/1) —
napoxcusMaibHasi MUOIUIETHS 0,45 (1/1) 0,69 (1/1) —
cracTuyeckasl maparjierusi ¢
amuotpodueit 0,89-(2/1) 1,39 (2/1) —
cmacTHYecKasi aTaKCHs 0,89 (2/2) — 3,79 (2/2)
cunapoM MapuHecky—CberpeHa 0,89 (2/1) — 3,03 (2/1)
BpOXIlEHHasl aTaKCUs 0,45 (1/1) 0,69 (1/1) -
‘ﬁoneam, lamnepBopaena—IIInarua 0,45 (1/1) 0,69 (1/1) —
# f1e3ns LlmuipMeitepa—®Porra 0,45 (1/1) — 1,51 (1/1)
Mitkomucrpodus HeguddepeHIMpo-
BaHHas 0,89 (2/2)** 0,35 2,26 (1/1)
HeyrouyHeHHBI TUI HACAENOBAaHUS 0,89 (2/2) 1,39 (2/2) —
BpOXIEHHasi MUOIIaTUsI C KOHTpaK-
TypaMu 0,45 (1/1) 0,69 (1/1) —
onurobpeHns, CracTUYeCKUH
napamnapes, 3IIWIENICHS, KaTapaKTa 0,45 (1/1) 0,69 (1/1)

BCET O

25,44 (57/47)

21,86 (31/26) 32,52 (21/19)

* mis X-cu. HBHC pacnpocTpaHeHHOCTb paccunTaHa Ha 100 ThIC. MyX4KH; ** onHa U3 ceMeit

(cMelIaHHAasT MApUMCKO-pYyCCKasi).

JeBaHUS W TSDKECTH TedeHus1. B Mapuiic-
Koif ceMbe y MasmpbumnKa 10 jeT uMmena Mec-
10 dopMa, KOTOpPYIO YACTO HA3BIBAIOT
pomeHHononobHoi. JledcTBUTENBHO,
Xosoaunack nuddepeHIMaIbHas Tuar-
mwetuka ¢ ITMJI JomeHHa, OOHAKO IO
KIMHMYECKOM KapTHUHE Hapsily ¢ HJaHHBI-
v JHK-nucciaegoBaHuii ceMbH, OKa3aB-
weiicsas MHGOPMAaTUBHOM IO BCEM TECTH-
posanueiM JHK-mapkepam IIMJL dio-
meHHa (YTO HE HCKIIoYaeT abCoJIIOTHO,
HO IeJIaeT KpaiilHe MaJOBEPOSATHBIM 3TOT
IuarHo3), GpUra OHAarHoCTUpoOBaHa ITO-
acHo-KoHeyHocTHass ITMJI. Dta ocobas
paHHSA 37I0Ka4ecTBeHHas1 ¢popMa B 60J1b-
IXHCTBE ITONMyJIALUMKA pelaKa, OMTHAKO Cy-

LIECTBEHHO pacIpocTpaHeHa cpelu apad-
ckoro HaceneHusi ctpaH CeBepHoll Ad-
puxu [6]. B 1Byx MapuiicKuX ceMbsiX IIO-
sgcHo-KoHeyHocTHas IIMJI, HamnpoTus,
XapaKTepHU30BaJIach MO3THUM HAYaJioM —
¢ 30 yer. O4eBHOHO, KIMHUYECKUN ITO-
AuMophHU3M MOSICHO-KOHEYHOCTHOM
IIM]1 oGyciioBleH ee TeHeTHYEeCKOd He-
OIHOPOTHOCTBIO, YTO MOATBEPXKIAAIOT HaH-
HBIE JIUTEPATYPBHL

MuoTtoHudYeckas auctpodus ObLia
BBISIBIEHA B IBYX CeMbsiX. B pomocios-
HOI OJHOW M3 HUX, B TAaTAPCKON CEMbE
K. (puc. 1B), nemoHcTpupyloieir All
HacJiefOBaHHWE, BMECTE C TeM HMeEETCs
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Puc. 1A. PogocnoBHast cembu T.
Tporpeccupyolias MbllLeYHast AMcTpodust
JlioilleHHa.

“mporyck” B cTaplueM IIOKOJIEHHHU, Be-
poSTHO, OOYCIOBIEHHBI CyOKIMHUYEC-
Koit ¢dopmoit 3aboneBanusa. Ilpu xapax-
TEPHBIX MBIIIEYHBIX, SHIOKPUHHBIX, Cep-
JIEYHO-COCYAMCTBIX U TICUXMIECKUX pac-
CTpoOMCcTBax OTANBMOJIOTUYECKHE Hapy-
LEHUS] UMETU 0COOEHHOCTU: Y BCEX YET-
BEPBIX ObLTM PETHHOIMATHS M AUCTpodUst
3pUTENBHBIX HEPBOB, TOTNa KaK KJ1accu-
yeckas OIS MHOTOHUYECKOH TUCTPOGUMU
KaTapakTa BbIIBJIEHA TOJBKO Y OJHOTO U3
HuX (62-eTHETo OTIIa TpeX OOJBHBIX CUO-
coB). Takue odrasbMoNorudyeckue Hapy-
LIEHUS, He SIBJSISICh TUIIUYHBIMU, HEOI-
HOKPATHO OITMCHIBAJIMCh IIPU MHUOTOHM-
gyeckoit muctpoduu [11]. B cembe K. apko
IPOSIBUJIOCH SIBIEHWE AHTUIIMNALKU, TO
SCTh HapacTaHHWe TSXECTU 3aboyieBaHUSA
OT TNMOKOJEHHUS K MOKOJEHHUIO, XapaKTep-
Hoe IS MHUOTOHUYECKOU AUCTpoduu,
o0BsICHSIEMOE B HacToOsllllee BpeMs Ha
MOJIEKY/IAPHO-TeHETHYEeCKOM ypoBHE [8].
AutunuMnanus B ceMbe K. Kacasiach Bcex
BOBJIEYEHHBIX B Ipoliecc cucteM. Kpaii-
HUM TpOSIBIEHUEM AHTULMIALWU SBJIS-
eTcsl caMas Tsikesast popMa MUOTOHHUYEC-
Kol auctpoduu — BpOXIEHHAas, Nepe-
JaloLascs UCKIIOYUTENIbHO 10 MaTepUH-
ckoil tuHuu. Tlpu ocMoTpe 3-MecsTIHOrO
pebeHKa miamiueii M3 OONBHBIX CECTEp
MPpU3HAKOB 3TOoro 3abojieBaHUSA He
BBISIBJIEHO.

B npyroit cemMbe ¢ MHOTOHMYECKOU
nucrpodueil ompeneseH JUIIb OIUH Ma-
HUQECTHBIN ciiy9aid 3a0ojieBaHUS, OgHAa-
KO IIPM OCMOTpE y oTla O0JbHON OBLIN
oOHAapyXeHbl NPW3HAKK KaTapaKThl, 4TO
MOXET OBIThb €IMHCTBEHHBIM IMPHU3HAKOM
creptoil dopMbl. [IeCTBUTENBHO, CIIOpa-
IUYECKUX CIIy4aeB MUOTOHMYECKOM mduc-
TpoduH, B CTPOTOM CMEICHIE CJIOBA, HET.
Kaxk cBUIETENBCTBYIOT MOJIEKYJISIPHO-Te-
HETHYECKHME JTaHHBIE, BCe cliyyau 3aboJe-
BaHHUsl OOYCJIOBJIEHBI, CKOpee BCero, 06-
e Myrauueid OpeBHEro INMpoOuCXOXKIe-
Hus 8, 10].

Jpyrue BbISIBIEHHBIE HEPBHO-MBIILIEY -
Hble 3a007eBaHUs, KaK pacIpoCTpaHeH-
Hble U IOYTU IMOBCEMECTHO BXOISILIHE B
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Puc. 1 b. PonocnosHast cembu K. MHOTOHP[‘!CCKZ[&
7

aucTpodusi.

“anpo” HacJleICTBEHHON MOHOT€HHOH Ia-
tonorun (ITMJ1 Bekepa, nuune-nonatoy-
Ho-1tureyeBas [TMJI, HacieacTBEeHHAss MO-
TOPHO-CEHCOpHAasi HeBpONaTHsl, B 4acT-
HoctH 6oisesnp lllapko—Mapu, nerckas
MIPOKCUMAJIbHASI CITMHAJIbHAsT MBILIEYHAs
arpodus), Tak U Ooyee peakue (Jora-
ToyHo-nepoHeanbHass 1M/, nucranpHas
[IM]JI, mapokcu3MaibHasi MUOIUIETHS,
IUCTajibHasl CIIMHaJbHass aMuoTpodus),
UMeJIM THUIIMYHBIE IS 9TUX (POpM KIIU-
HUKO-TEHETUYECKHE XapaKTEPUCTUKHU.
Hamu 6bl7a  BbIsSIBJIeHA M HeoOblYHAsA
X-cu. IIMJI ¢ HavajioM B IOHOIIECKOM
BO3pacTe, MeUICHHBIM IPOTPeCCUpPOBaHUe g
U TopaXeHUeM HCKIIOYUTEIbHO MBILY
CIIMHBI U PYK, KOTOpast npezmonox(nrenb—
HO (ceMbsI HyXIaeTcsl B 1OOOCIeIOBAHUN)
OTHOCHUTCSI K o4eHb peakoit dopme [TM]]
[9]. B cnyuae BpoxXIeHHONH MHUONATUU C
KOHTPAKTypaMH THUII HacleLOBaHUS ObLI
oIpeieieH, TaK KaK Cpelu BPOXKIAEHHBIX
MUOIIATUIl TpelCcTaBJeHbl BCE THNBI Ha-
CJIeMIOBAaHUSI, HO3OJOTMYECKUH Xe auar-
HO3 B OOJIBINMHCTBE CJIYYaeB HE MOXET
ObITh YCTAHOBJIEH 0e3 TOHKHUX MaToOMOp-
donormyecKux uccaefoBaHUN MbIIIEYHON
TKaHU.

PacnpoctpanenHocts HBHC ¢ mpe-
MMYIIECTBEHHBIM ITOpakeHUeM MUpaMUIl -
HO-MO3X€eYKOBOI CCTEMBI (HaCIEACTBEH-
Hble CIACTUYECKUE Iaparuieruy U Ha-
CJIeICTBEHHBIE aTaKCUM) cocTaBuwia 3,

Iuleruu ObLIM mpenctaBieHBl AJl 6o0-
JIE3HBIO ]_HTpIOMHeJIH (Tak Ha3pIBaeMoH
YUCTOH) U peaKout (bopMopI AP BHacnen-
CTBEHHOI CIIacTUYECKON Maparuieruu c
rnepoHealbHBIMU amMuotpodusmMu [7]
(rrpoBoOMIIaCh III/I(I)d)epeHLII/IaJILHaH Juar-
HOCTHKa HACJIeNCTBEHHOM MOTOPHO-CEH-
COpHOIl HeBpONAaTUM U NHUPaAMUIHOU
CUMIITOMaTUKHX). HYXHUN ciacTAYecKuit
mapamnape3 ObUI ODHUM M3 IPOSIBAECHUI

C

HacinencTBeHHBIE ClIaCTUYECKUE mapa’-



HUA, XapaKTEpPHU30BABLUEIOCS TAKXKE YM-
CTBEHHOM OTCTaJIOCTbIO, 3MUJENCcHEil U
BPOXIEHHBIMM KaTapakTamMu, y 15-jgetHeit
IeBOYKM. B locTymHO#M iuteparype MbI He
BCTPETU/IM aHAJOTMYHOrO 3a00JIeBAHUS,
0IHAKO €IMHUYHBINA XapakTep ciayyasi He
N03BOJISIET TOCTOBEPHO KOHCTATUPOBATH
HOBYIO (hOpMY ITaTOJIOTUU.

AP criacTM4ecKylo aTakcuio, KJIUHU-
YecKHe MPOSIBJIEHUSI KOTOPOM SIBCTBYIOT
U3 Ha3BaHUsS, B JIUTEPATYpe OTHOCAT KaK
K OCJIOXKHEHHBIM HaCJIECTBEHHBIM CIIac-
THYECKUM T1aparIErusIM, TaK U K HacaedI-
CTBEHHBIM aTaKCUSIM. BTo 3aboJieBaHUE
XapaKTepHU3YeTCsl 3THO-pPETrMOHANbHOM
779aBHOMEPHOCTHIO HAKOIUIEHUsI (eCThb
MM HaKoIUTEHUs] BO (PPaHKOSI3BIYHOM
kaHagckoi mpoBMHUUU KBeGek, B apaG-
(KUX CTPaHaX — CHAacTUYecKasl aTaKCUs
benynHOB). BBIABIEHHBIE HAMM ABa CIy-
yasi B PYCCKMX CEMbSIX, He CBSI3aHHBIE
MeX1y cob0ii, KITMHUYECKHU Pa3Indaiuch;
HECMOTPA Ha BBICOKHUII ITOKa3aTelb pac-
NPOCTPAHEHHOCTH, HET OCHOBAHUI KOH-
CTaTUPOBATh UICTUHHOE PETMOHAIBbHOE Ha-
xoreHne. Cpenu HacjleaCTBEHHBIX aTak-
cuit ompenessuiucsk peakuii AP cuHapom
Mapunecky—CrerpeHa (coueraHue Mo3-
XeYKOBOM aTakCUM C AEMEHIMEH U KaTa-
PAKTAMU), BPOXAEHHAS aTakcusa (3Ta He-
nporpeccupyloniast opMa aTakcum, Kak
I¥a3aJIM METOMbI MPUXU3HEHHON BU3Y-
433allMM MO3ra, vaile oOycIoBJIeHa He-
SpasBUTUEM TEX WJIM MHBIX OTHEIOB MO3-
Xeuka).

PacnipoctpaHeHHOCTh 3a60JIeBaHUM C
IpeMMYIIECTBEHHBIM ITOpaXeHUEM BK-
(TpanmupaMHuIHOM cucTeMbl (xopest ['eH-
THHITOHA, TOP3WOHHAs IUCTOHHUS, 6O-
aesup TammepBopaena—IlInariia) cocra-
sua 1,79.

Cpenu HacleICTBEHHO-/IereHepaTUB-
weix 3a6onepanuit [ITHC ¢ HayajioM B O€T-
CKOM BO3pacTe ObLI BBISIBJICH CITy4aii I0Be-
HUIBHOTO HEHPOHAJIBHOTO IIEPOUITHOIO
mnodycunHosa (6oyie3up IInuabmeri-
¢gpa—Dorra) ¢ TUIMYHOM KIMHUYIECKON
kapTHHOM. [IBa cirydasi mporpeccupyoei
rerenepauuyu ITHC 6pu1n pacueHeHBI KakK
sikonuctpodus (6e3 BepudHUKaLUU
GEpMBI).

Tak HazpIBaeMBIX PUHCKUX GOJIE3HE,
BCTPEYAIOMIMXCS MCKIIIOYUTENHLHO WU
nperMylLUecTBeHHO B (DUMHISIHANY, K KO-
toppiM 413 HBHC oTHOCSITCA MUOKJIOHYC-
smunencus Yugeppuxta—Jlynabopra,
MplIIeYHO-Ta30-Mo3rosoii (MEB) cuH-

JApoM, MJlafeH4yecKas opma HelpoHas-
HOIO LIEPOUIHOTO JUMODYCIMHO32, He
BBISIBJIEHO.
[TonynsILMOHHO-reHETUYECKUE HCCie-
nosaHusa B Pecnybonuke Mapuii Dn emye
He 3aBepllieHbl, OJJHAKO MOXHO CUMTATh,
YTO BbIABJIEHHbIE TEHAEHIIMHU K OTATOIIEH -
Hocty HBHC HaceneHus B neiom u ero
OCHOBHBIX 3THUYECKHMX I'PYTIIT COXPAHSTCS.
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HEREDITARY NERVOUS DISORDERS
IN MARI EL

G.E. Rudenskaya, S.A. Klyushnikov,
1.S. Moshkina

Summary

The population genetic study of hereditary ner-
vous disorders is performed in Mari El (6 regions,
total population 224100, including 144100 ethnic
Maries and 66100 ethnic Russians). Overall heredita-
ry nervous disorders prevalence is 25,44 per 100000,
including 21,86 in Maries and 32,52 in Russians, the
load of X-linked and autosomal recessive disorders
being heavier than that of autosomal dominant disor-
ders. The hereditary nervous disorders spectrum
includes 24 nosologies neuromuscular disorders pre-
dominantly. Clinical and genetic characteristics of
some cases are presented.
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