roppeHusi. HeoBbIuHBIM JUI Hac oxasa-
JIocb HAKOIUIEHHWE HAaCJIeJCTBEHHOI muc-
Tpoduu Bojoc (y 5 GonbHbIX U3 4 cemeit),
He BCTPETUBINEECS] HAM HHU pa3y B paHee
obcienoBaHHBIX nonyasauusax Poccum.

310T (HaKT 3aCHYXKMBAET OTAEIBHOTO OG- -

CYXIEHUS Iocje 3aBeplIeHUS MEIUKO-
TEHETUYECKOIO MCCIIELOBAHUS B PECIyO-
JIMKE.

[1pu cpaBHEeHUH cIIEKTpa ayTOCOMHO-
pPEUECCUBHON MATOJIOTUHU C UCCIIELOBAHU~
MU, TIPOBEeAEHHbIMU B DuHIAHIUH,
HaMU He OOHApYy>XE€HO HU OJHOI Haciex-
CTBEHHOI TaK HasbIBaeMoil (pUHCKOIL 6o-
7e3HU. ENMHCTBEHHBIM MCKIIOYEHHEM,

y3MOXHO, SIBJSIETCSI CUHIAPOM Yuiepa,
BeTpeTUBLINiicst B ['opHOMapuiickoM u
CoseTckoM paitoHax. OIHAKO YTBEPXKIATh
MOHO(HUIETUYHOCTh TAHHOIO 3a0oJieBa-
HUsI [OKA HeT ocHoBaHUil. HeoGxomuMo
TaKX€ OTMETUTH OTCYTCTBHE (PeHUIKETO-
HYpHH Cpeay MapUIICKOTO HACeJIEeHUs, He-
CMOTpSI Ha TO YTO OBLIO IPOBENEHO TO-
TalbHOE 00CJIeIOBAHUE HACEJIEHUS C TIpU-
BIEYEHUEM LUKOJ-UHEPHATOB IJisI JeTeld
C OTCTAaBAHUEM IICUXUYECKOTO pPa3BUTUS
(BpIsiBIEHHBIe HaMU 2 ceMbu ¢ OKY —
pycckue). B »sToM oTHoueHuu cyniect-
ByeT ONpEAeJIEeHHOE CXOACTBO MeEXIy
GbUHCKUM M MapUHUCKMM HapoJaMU.
TakuMm oGpa3oM, BBIIBIEHO HEKOTO-
oe HaKOIUIEHWE ayTOCOMHO-PEleCCUB-
%WI MMaTOJIOTHM B pafoHaxX pecyOsuKU C
(IOBBILIEHHBIM 3HAuY€HUEM HMHOpUAWHTA.
Bompoc cxoncTBa U pa3nauyus B YacTOTax
1 CIEKTpe ayTOCOMHO-PELIECCUBHOMN Ia-
TOJIOTUH Yrpo-(UHCKUX HAapoaoB (Mapuli-
neB 1 ¢$UHHOB) HA JAHHOM 3Tare OcTa-
eTCd OTKPBITBIM, U OH MOXeT ObITh pe-
IIeH JIMIIb TIOCJIE TTOJTHOTO 3aBEpIUECHUS
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HAayYHO-UCCIIEAOBATEAbCKUX pa60T B 1aH-
HOM pEruoHe.

Pa6oTa BEITTONHEHA [TPM YACTHYHOM (UHAHCHU -
posauuu POOU, THTIT "TlpuoputeTHele Hampas-
JieHus reHeTMkH" 1 M3 Pecny6auku Mapuit Di.
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HEREDITARY AUTOSOMAL RECESSIVE
PATHOLOGY AND ITS CONNECTION WITH
INBREEDING IN MARI EL REPUBLIC

R.A. Mamedova, E.K. Ginter, 1.S. Moshkina,
V.A. Galkina, G.1. Elchinova

Summary

The complex medical and population genetic stu|
dy is performed in 5 districts of Mari El Republic
(Gornomarisky, Orshansky, Morkinsky, Sovetsky).
The units of autosomal recessive pathology are found
in 115 families with 137 patients. The high level of
dependence of the load of autosomal recessive pa-
thology on inbreeding is shown.

UHBPUIUHI B PECITYBJIIUKE MAPUM BJI

I'd. Eavuunoea, E.A. Cmapyesa, H.C. Mowkuna

Jla6opamopus nonyasyuounoti cenemuru (3a6. — 4a.-kopp. PAMH, npog E.K. Tunmep)
ﬁ& Hucmumyma xaunuvecxoii zenemuku Meoduko-zenemuuecko2o Hayurozo yenmpa PAMH,
2. Mockea, Howrap-Onunckuii guauan (dupexmop — ooy. B.I1. Paccanos)
Kazanckozo zocydapcmeentoeo meOuyuHcKo20 yHusepcumema

WHGPUANHT, HapsaAy ¢ OIPYTMMH Te-
HETUKO-IeMorpadpuIecKUMH XapaKTepuc-
TUKAMM TTOMYJISALUM, SIBISETCS] BAXHEH-
IIMM IIapaMeTPOM, HEOOXOIMMBIM IJISI CO-
CTaBJEHU TTOIYIAIIHOHHO-TEHETUIECKO-
To IIOpPTpeTa JI060ro peruoHa, MoCcKoJb-
KY OKa3bIBaeT CYLUECTBEHHOE BIUSIHUE Ha
OTATOIEHHOCTh HACIEACTBEHHOH MaToo-

rueii. OOmeusBecteH ¢akT, 4To Koppe-
JNIUUs UHOPUAMHIA U OTSATOLIEHHOCTHU
ayTOCOMHO-PEIECCUBHON HACIEICTBEH-
HOM maToJiorumei 6Ju3Ka K eIUHULE U CO-
OTBETCTBEHHO BBI3BIBAET BBICOKYIO MJIa-
IeHYeCKyIo cMepTHOCTH [4]. CnenoBarenb-
HO, U3yYeHWe U IMOACYET MHOpUIMHTA B
MOMYJISIIIUM IIPUOOPETAIOT OCOOYIO 3HAYU~
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CpeﬂHCB:&BCUlCHHM OLUEHKA

Paiiotst Ce/IbCKOTO HaceeHMs

Bapnauuu 3HayeHWiH
N0 ceNbCOBETAM

3HaueHUs1 B pAHOHHOM UEHTpe

TopHOMapuiCKUI 0.000264
Op1IaHCKHH 0,000864
MopKUHCKHUI 0,000736
3BeHUIOBCKUI 0,000381
CepHYpCKHHI 0,001014

MOCTb HE TOJIbKO [UIsl Hay4HBIX COTPYL-
HUKOB, HO W JUISl MIPAKTHYECKUX Bpayei,
BELYLINX MeIUKO-TeHETUYECKOe KOHCYJIb-
TupoBaHue. PasjivuHble ONMpeNeNeHUs K
TEpMUHY “MHOPUIMHI”, BCTPEYArOUIMECs
B JlUTEpaType, — CIy4aiHbIH, JIOKQJIbHBIH,
reHeaJTOrMyeckuii, etc — BBOIAT B 3aMe-
LIATEJIHCTBO HAYWHAIOLIUX HCCIeIoBaTe-
JIei, XOTs, IO CYLIECTBY, OTPAXaoT JINLIb
crioco6 GpopMUpOBaHUA JAHHOU XapakKTe-
PUCTUKM, He MEHsisl CMbICIa U3Y4aeMOro
rapameTpa. Mpl TOHUMaeM WHOPUAMHT
KaK cpeiHee 3HAYeHHME CTENMEHU POACTBA
MeXIy BCEMU TapaMM pOAMTesIed B Io-
myasauuu [3], To ecTh yCpeAHEHHE BEPO-
STHOCTM [UTSL IBYX JIIOLEH UMETH B HEKO-
TOpOM JIOKYCE QJUIENN, UICHTUYHBIE IO
[IPOMCXOXKIEHUIO.

B mapuiickoifl TonyiasiuMy TpaguLM-
OHHO u30eraHue KpOBHO-POICTBEHHBIX
GpaKoB, YTO CITOCOOCTBYET B OIPENEIEH-
HOI Mepe CHIXKEHMIO MHOPEIHOCTH IO-
MyJIALUE, HO TOJIBKO 10 HEKOTOPOI'O YypoB-
HSI, TIOCKOJIbKY HE HCKII04aeT 6pakoB
MeXIy OTHANEHHBIMU PONCTBEHHHUKaMH,
UMEBIIMMHM OOHIMX NpeaKoB 5—7 WK
naxe 10 mokoneHuit Haszam. ['eHbl mep-
CUCTUPYIOT B MOMYJSALMU TOPA3fo LOJb-
1Ire, MO3TOMY OIpE/eeHNE YPOBHS HH-
OpUIMHIa SBJISICTCST ONHOW M3 OCHOBHBIX
3amay MOMYJALUOHHON TeHETHKU Yemo-
Bexa. PaHee 1MoQOGHBIX MCCIENOBAHUIA B
Pecriyonuke Mapuit O He MPOBOIMIOCE.

Tl MOJIydeHUsT OLICHOK CJIy4ailHOTro
unGpunuura F_ Paiita [8], mpexmcraBis-
tourero coboit 1/28 [2] ot cny4aiiHoi 130~
HUMHUU [5], MBI BOCIOJIb30BAJIUCH CIIMC-
KaMu usbupateneif B ['opHOMapuicKoM,
MopkuHckoM, OpianckoM, CepHYpPCKOM
1 3BEHUIOBCKOM paiioHax Pecrny6imku
Mapuit D1. HaceneHue ucCileTOBaHHBIX
paiioHOB HEOMHOPOIHO MO HALIMOHAJIBHO-
My cocTaBy. PaifoHbl HaceJleHbl B OCHOB-
HOM MapuillaMd U PYCCKUMU, IIpHYEM
Mapuiinpl coctasisior oT 51,2% B 3Be-
HHUTOBCKOM paifoHe mo 86,8% B I'opHo-
mapuiickom. Kpome toro, B MopKuHCc-
KOM paiiloHe mpoxuBaioT 9,7% tarap, B
3BeHurosckoM — 6,2% uysaliei, a cpe-
Q1 TOPOICKOro HacejxeHUs 3BEHUTOBCKO-
ro paiiloHa YHCJIEHHOCTb YyBallleil mpe-
Bermraet 10% [1].
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0,000150—0,000687 0,000051
0,000471—0,001943 0,000159
0,000264—0,001248 0,000464
0,000108—0,000911 0,000103
0,000410—0,002639 0,000180

3HavYeHUd ciydailHoro MHOpUAMHTrA
GBI TMONCYMTAHBI B ATUX padoHax IO
BCEeM ceJbcoBeTaM Mo ¢GopMmyie

F = 2182 q?, rme q ,— 4acrora i-it ¢a-
MMJIHMU B COOTBETCTBYIOLIEM CeJIbCOBETE,
3ateM I oOlIel XapakKTepUCTUKH paf’
oHa Obl1a UCIIOJIb30BaHA CPEIHEB3BEILIEHY/
Hasi oueHkKa (cM. TabIL.).

[lockoyibKy CIMCKM U3buparejeil He
OTPAXAIOT HAIIMOHAJLHOIO COCTABa Hace-
JIeHUs], TO OLIEHKA CIy4aifHOro MHOPUAMH -
ra XxapakTepu3yeT HacejieHHe BCero pano-
Ha B LeJOM 0e3 ydyeTa HallMOHAJIbHOCTH
npoxupawlux. HeobxoauMo OTMETUTH
Kak BBICOKOE (IIepBEIN CcTONOeI] TabIrLbI)
cpenHe3BelreHHoe 3Hayenue Fy B Cep-
HYPCKOM DaiioHe MpH JOBOJBHO HU3KOM
3HaYeHWH €ro B pailOHHOM IIEHTpe (Io-
cJIeMHUM cTosnbel] Tabaulbl), TAK U HO-
CTATOYHO HU3KOE 3HAYeHUE CIIy4dailHoro
WHOPUAMHTA B CEJIbCKOM HAaCeJICHpI
3BEHUTOBCKOTO 1 MOPKUHCKOIO paiioHo g*
[Iupokue mpeneasl BapbUPOBAHUS 3HA-
yeHUI Kak I10 pailoHaM, TaK U MO Cejb-
COBETaM M Jaxe I10 PailoHHBIM LIEHTPaM
CBUIETENBCTBYIOT O MHOXeCTBe (haKTOPOB,
BAMSIIOILMX Ha YUCJIEHHOE 3Ha4eHUue KO-
adopunmenta Fy. Hanbosnee 3sHAYMMBIMU
U3 HUX SBISIOTCS YUCIEHHOCTb ITONYJIs-
MK, MUTPALIMOHHASI aKTUBHOCTh HaceJe-
HUS U COLIMAJIbHO-3KOHOMHUYECKHE TIPO-
necchl. OnHaKo B TeX pailoHax, L€ 3Ha-
yeHue Fs BBICOKO, MBI BIIPaBE OXMWIATh
OoJiee 3HAYUTEJIbHON OTSATOLIEHHOCTH Ha-
CNe[ICTBEHHON MaToJIOTUEeH, YTO U HOJI-
JKHO CTaTh OOBEKTOM MOBBIIIEHHOIO BHU~
MaHUsl Bpayeil-reHeTUKOB. DTOMYy OydyT
MOCBSLUEHBI HAIIIM JIAJTbHENIIINE UCCIIEN0~
BaHUs. B TO e BpeMsl Mbl HE CMOXep
VJIOBUTH MCKaXeHUs! Kosdduuue v,
Fyt — Kak ero 3aBbIIII€HUs BCIEACTBHUE CO-
BEPILIEHHO HEOYEBUIHOI MOHOGDUIETHY-
HocTH (paMWINIl, TaK ¥ 3aHUXEHUS B pe-
3yJbTaTe OMIMGOYHOro HanucaHus amu-
JIMIA, YTO MMEeT MECTO IIPAKTUYECKHU BO
BCeX HCCAeOOBAHHBIX HAMHM paHee IIOIy-
JISTLASIX.

WUsyyenne MHOpUAMHTA B MOITYJISIUK
HeoOXOOUMO IMPAKTUYECKUM BpadaM Me-
OUMKO-TeHETUYEeCKUX KOHCYNbTALUN I
[IPOTHO30B OTSATOILEHHOCTU ayTOCOMHO-



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.
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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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