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f" Hacnencreenusie 6oye3sHu BeTpeya-
0TCS B IPAKTUYECKOU HESITEILHOCTH Bpa-
Ya moboit creuunanbHOCTH. Boiee uem
TPeTh KOEK HETCKUX OOJIbHMIL B CTpaHax
¢ Pa3BUTBHIM 3APABOOXPaHEHUEM 3aHSITHI
0OJMbHBIMU € HACIEACTBEHHOM MMATONIOTUEA.
B GonbimmHceTBe cyyaeB ayrocoMHo-pe-
LECCUBHAsI MATOJOTUS MPEICTABISAET CO-
boit TsKeNoe XpoHHYecKoe 3a60jieBaHUE,
XOTsI CYLIECTBYIOT ¥ ZOCTATOYHO KOMIIEH-
‘cipoBaHHble dopmbl. TToaToMy Hacien-
CTBEHHBbIE CUHIIPOMBI JIOJIKHBI 3HATH Bpa-
UM BCEX CHELUANBHOCTEH: OT MPABMILHO
NOCTABJIEHHOIO TMAarHo3a 3aBUCAT TaKTU-
Ka KJIMHUYECKOTO BEIEHUS U IIPOTHO3
XU3HU OonbHOro. Tak, He ciexyeT ore-
PHpPOBATh BPOXICHHYIO KaTapaKTY Y 60JIb-
26X C CUHApPOMOM XaJlepMaHHa—
L¢ipaiida i Konpanu—XoHepMaHHa,
TaK KaK B OOJBIIMHCTBE CAY4YaeB IPOMC-
XOMUT CIIOHTaHHas1 pes3opobuus [3].

B obmieM BuIe HacaeacTBeHHbIE 6O-
Je3uu B nepecdere Ha 1000 HOBOpOXIEeH-
HBIX ompenessiorcss y 2,5—15 G6onbpHBIX.
HepaBHOMepHO U pacrpeneneHue Hacaen-
cTBeHHBIX Oonesneit (HB). Dto kacaer-
¢, B YaCTHOCTH, MpoOJIEMbl CXOACTBA U
pasIuYUs B crieKTpe U pasHoobpasuu Hb
B JOCTATOYHO OTAAJICHHBIX U U30JUPOBAH-
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HBIX JIPYT OT APYyTa NOMYISALUAX 6oabLION
YUCIIEHHOCTU. B 3ToM acmekrte mHTepec-
HO CpaBHEHME pe3yJbTaTOB 00CIeIOBAHUS
MapuileB KaK MMOTOMKOB yrpo-¢hUHCKUX
HapoJOB U KUCCIENOBAHUM, MPOBENCHHBIX
B OUHISHIUY.

B pesynprare cucremaruueckoro usy-
YeHUS peIKUX HACIEeACTBEHHBIX 00JIe3HEel
B OUHISHINY, HAYATOTO OYEeHb JABHO U
MIPOMOJIKAIOIEroCs 10 HACTOSIIETO Bpe-
MeHH, BbIsIBIIEHO 60J1ee 20 ¢hopM YHUKAIb-
HOM pELIeCCMBHOM NAaTONOTUH, SIBUBLIEH-
cs1 caencTsueM 3ddexTUBHOrO apeiida 3a
CYET JUITUTEIbHOU H30JIIIUM CyOIIOIyIs-
uuii [10]. Kpome Toro, B monyAauvu ¢uH-
HOB OY€Hb HM3Ka YacToTa pacipocTpa-
Henus permnketonypuu (OKVY) u myko-
BUCIIMI03a.

B namux Gonee yem 20-neTHHX HUc-
CJIEIOBAHUSIX CODIIONAETCS METOJ, ENMHO-
o6pa3us NpUHUUIIOB c6opa U 06paboTKH
MaTepuajgoB, YTO IO3BOJSIET ITPOBOIUTH
aJIEKBATHOE CpaBHEHHE U3YYEeHHBIX HAMH
MOMyIAUMEA. BTOT MeToA pa3pabGoTaH B
J1a60paTopUM reHETHYECKOM SIMMIEMIOIO-
run MT'HII PAMH u Bxiouaer B cebs
H3y4YeHUe MEIUKO-TeHEeTHYECKHUX Xapak-
TePUCTHUK, ITPeoyCMaTPUBAIOIINX BhIIBIIE-
HHUE JOCTATOYHO LIMPOKOTO Kpyra MOHO-

241



FeHHOM HAaCJeACTBEHHOI nmarojoruu (60-
aee 500 ¢opm), U HaKTOPOB MOMYJISIIU-
OHHOU IMHAMMKHU, BAUSIOILUX HA 3TH Xa-
pakTepucTHKH [1].

Hamu u3ydeHbl ayTOCOMHO-PELIECCHB-
Has (AP) matojioruist B 5 MOMYJISLUSX pec-
NYOJUKH U CBSI3b IOJYYEHHBIX MCEIUKO-
TeHEeTUIECKUX XapaKTepUCTUK ¢ (aKTo-
paMu NOMyJISIIUOHHON TMHAMHUKH, a TaK-
Xe corocTasiieH crekTp AP martomoruu ¢
pesyJabTaTaMU UCCJIEN0BAHUM, MPOBEIeH-
HbIX B nonyasuuy OuuisHIun. Marepu-
AJTOM TMOCTYXWIU TaHHbIE MEIUKO-TeHe-
TUYECKUX DKCIETULIMOHHBIX UCCIEedOBa-
HUI HaceqeHus 5 paiioHoB Pecrnybnuku
Mapuit D1 (FopHomapuiickoro, OpiaH-
ckoro, Mopkunckoro, Coserckoro u Cep-
HypcKoro) obieit ynciaeHHocTbio 173.310
yejioBek (B ropogax — 63.602 , B cenax —
109.708). DTHUYecKU HaceleHue obceie-
JOBAHHBIX pailoHOB HeoJHOpoaHO. B oc-
HOBHOM pailoHBI 3aceJeHbl MapUiLaMHu
M pYCCKMMH OT 55,9% B OpLUaHCKOM pai-
oHe 10 86,8% B I'opHoMapuiickoM [4].

CaeieHUs 0 OOJIBHBIX C MPEAIONIOXKHU-
TeJIbHO HAacJIeJACTBEHHON MaToJIOTHEH,
TMpencTaB/ieHHbIe MEIULMHCKUM IT€PCOHA-
soM, a taxxe Marepuaisl BTOK u COBEC
BepUULIMPOBAHEBI Bpa4aMU- KITMHHUIIMCTA -
MH BENVIUMX ydpexmeHuil r. MockBl
(HUU nesposoruu, MHCTUTYTaA [NIa3HBIX
oosesHelt um. [enpmronbua, LleHTpans-
HOT'O KOXHO-BEHEepOJOTMUECKOTO MHCTHU-
tyTa, lleHTpaJbHOrO MHCTUTYTA TpaBMa-
TOJIOTHHU ¥ OPTOMNEANM) U C IIOMOIIBIO pa3-
JIMYHEBIX MTapakIUHUYECKUX U J1abopaTop-
HBIX MEeTOHOB uccienoBaHus. CoOpaHHbIN
MaTepua IOABEPrajics CerperaluuoHHoO-
My aHaNKU3y, ajJrOpUTM KOTOpPOTO paspa-
6otaH MopTtoHoMm [8], st MpOBEPKU CO-
OTBETCTBUS pacIipelleieHUsI OOJIbHBIX U
3[I0POBLIX B BBISIRIEHHBIX CEMBSX COIJIAcC-
HO OIIpefeIEeHHOMY TUITy HacjelIoBaHUsI
M TIOJyYeHUs] MAKCUMAJIBHO IIpaBIOIIO-
IOOHOM OlLIEHKU CerperalfMoOHHOM 4acTo-
TBl U TOJIK CIIOPAIMYECKUX CIy4aeB ¢ yde-
TOM BEpOSITHOCTH PETUCTPAIIUU. 3aTEM U3
CIIMCKA ceMeil ¢ MpearoJoXUTEIbHO pe-
LIECCUBHBIMU 3a6071eBAHUSIMU OTOUPATUCH
T€ CeMbM, Il€é MOXHO OBLIO IIpenro-
JIOXUTh (peHOKOIIUpPOBAHUE, U CEMBU, B
KOTOPBIX JOMHHAHTHBIE 3a00JeBaHUA
OBLIM TIpefCTaBJACHbI HOBBIMU MYTaLIMSI-
MH, OTHECEHHBIMU COOTBETCTBEHHO K
CIIOPaTUYECKUM CIYy4YasM M K ayTOCOM-
HO-IOMMHAHTHBIM 3abosneBaHUsIM [9].

OTsroumeHHOCTh (f) paccUUTHIBAIU
Iocjie IpeaBapUTeIbHOTO OIpPEncIeHUS
yucna OonpHBIX B momymsuuu: n=A/Il,
rne A — guciao nmpobannos, II — Bepo-
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aTHocTh peructpauuu |7]. ns noncyera
OTSTOLLEHHOCTU U3 YUCJIEHHOCTH oOcIe-
JIOBAHHOTO HACEJIEHUS BbIYMTAINA JOJNI0
nuu, He umerourux aerei (10,6%) [6].

B pesyibraTe MEAUKO-T€HETHYECKOTO
obcienoBaHust B 115 ceMbsix ObUTH BbISIB-
sieHbl 137 GONBHBIX C ayTOCOMHO-pelec-
cuBHOI marojorueir. CerperauMoHHas
yacrora, cocrapuBiias 0,19, cooTBeTcTBY-
et oxunaemoii (0,25) nmpu ayrocoMHo-pe-
LIECCUBHOM THUITe HacjenoBaHus. Bepost-
HoCTb peructpaunu cocrasisert 0,83, 4yro
CBUIETEJNBCTBYET O €€ MHOXECTBEHHOM
XapakTrepe U BO3MOXHOCTH HCIIO/Ib30Ba-
HUS 3TOW BEJIMYHUHBI JUISI TOCACoYIOLLUX
pacyeToB. ;

B rtabauie mnpejicraBieHa OTArolEed !
HOCTb HaceJIeHUsI ayTOCOMHO-PELIECCUB-
HOU marosoruei. AHAIU3UPYS TIPUYUHBI
CYLIECTBEHHOIO pasIMuusl B TaKOW OT-
TrOIEHHOCTH TOPOICKOrOo U CEeJlbCKOTrO
HaceJeHUsI, MbI ITOIBbITAJIUCh BBISIBATD
dakTophl MOMYJSLUMOHHON AUHAMWKH,
MOBJUSBILNAE HAa T€HETUYECKYIO CTPYKTY-
py 5TUX monyasiuuit. OBILEU3BECTHO, YTO
pasjInyHasi CTENEeHb MOApa3leIeHHOCTH
HccieyeMbIX MOMYJISILUI, onpeaesieMast
cJy4yaliHOM COCTAaBJSIIOIIEH MHOpHUIAMHIA
(Fgt), MPUBOIMT K BAPbUPOBAHUIO OTSITO-

OTAromeHHOCTh HaceJenns 5 paiionos Pecryoimkn
Mapnii DJ ayTOCOMHO-PeneCCHBHOI NATOJIOrueil

OT)IPOU.[CHHOCT»
HacelIeHus

YncneHHOCTh
PaitoHbl HaceeHHs

ropoa/ceno,
THIC. YeN.

TOpPOACKOTO CEeNbCKOro

TFopHoMapwiickuii 24,40/33,14 0,57 0,90
OpiaHckuit 6,89/9,39 0,98 2,15
MopKHHCKHU 10,70/25,3 0,63 1,04
CoBeTcKuit 11,37/19,34 0,71 1,56
CepHypcKuit 10,18/17,28 0,79 1,64

MIEHHOCTH ayTOCOMHO-PELIeCCUBHOMN Ila-
toJyorueit [S]. 1 U3y4eHUsI 3TOTO BIIUSI-
HUSA OBUI IIPOBENEH KOPPEeNSILUUOHHBIN
aHAJIU3 3HAYEHUI OTSTOLIEHHOCTH U 3HAa-
YeHUs JOKATbHOro MHOGpuauHra Mamneko
(a). KoadpduumeHT Koppelrsauud Mexay
OTSITOILEHHOCTHIO ayTOCOMHO-PELIECCUB-
Hoit matonorueit u Fgi cocrasmn 0,75, a ¢
JIOKAIBHBIM UHGpuauHroM a — 0,88. [
JIy4eHHBIE pe3yJIbTaThl TOATBEPXKAAIOT «.J-
LIECTBEHHOE BIUSHIE MHOpUIVHTIa B pop-
MUPOBAaHUN AaYTOCOMHO-PELECCUBHOI
natonorun (B KupoBckoil obisactu —
0,99, B Koctpomckoit — 0,99 [2, 5].
CriexTp ayTOCOMHO-PelIeCCUBHOM Ma-
TOJIOTUY B 5 ITONMYJISLUAX HACIYUTHIBAET 55
Ho3sosnoruyeckux ¢dopMm. Cpenu HEBPOJIO-
rMYECKOU IMATOJIOTUH Yallle BCTPEYaIHUCh
CIMHaJIbHAasl MbllleyHas atpodus, T. 11,
MuKpoltedanusa ¢ onurobpeHued U oyNu-



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.
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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.
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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~

243





