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HpeﬂCTaBJ’[eHBI PE3YNIbTAaTBl MEAUKO-TEHETUYECCKOIO H3Y4YCHUS HACCIICHUSA IISITH CEJIBCKUX paﬁOHOB PeCHy6HI/IKH BypHTI/ISI,

YHUCJIEHHOCTh 00CIIEJOBAHHOTO HaceeHus coctaBuna 114,6 Teic. yenosek. BrisiBneno 23, 9 u 8 Ho3osornyeckux Gpopm ayrocOMHO-

JIOMHHAHTHBIX, ayTOCOMHO-PELIECCUBHBIX M X-CLEIUICHHBIX 3200JIeBaHUi COOTBETCTBEHHO. OmpeienieH CHEeKTp U 0COOEHHOCTH

pacrpocTpaHeHHsl HaCJIeICTBEHHBIX 00JIE3HEH B 00CI€10BaHHOI NOMYJISLMY.

KarwueBsble cioBa: HaCJICACTBCHHA ITaTOJIOTUsA, MOHOI'CHHBIC 60.TI€3HI/I7 OIMMUACMHUOJIOT U,

Medical-genetic study of the population of 5 rural districts of Buryatia Republic has been performed. The number of investiga-
tive population was 114,6 thousands people. The 23, 9 and 8 nosological forms of autosomal dominant, autosomal recessive and X-
linked diseases were revealed, respectively. The hereditary pathology spectrum and the features of prevalence in the studied popula-

tion were described.
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VJIK 575(571.54)

BBenenune

I'eHeTHKO-3NMIEMHONIOTHYECKOE  H3YUEHHE  PacIpo-
CTPaHEHHOCTH M CTPYKTYphl HACJEICTBEHHOW NAaTOJIOTUH Y
HaceeHus1 PecryOimku Bypstwis mpoBomuTcs BIiepBBIEC, B
HACTOSIILIEN CTaThe MPEACTABIEHbI IEPBBIE PE3YJILTAThI STON
paboTsl. MHOTOYHCIICHHBIE HCCIIEOBAHMUS, TIPOBEICHHBIE B
pa3uHBIX peruoHax Poccuw, moxasaid, YTO CyIIECTBYIOT
peTHoHaNbHBIE OCOOCHHOCTH B Pa3HOOOpa3vH HACIENCT-
BEHHO# MMATOJIOTUH U YPOBHE OTSromeHHocTr [2—5]. Usy-
ye-

HUE 3aKOHOMEPHOCTEH pacHpOoCTpaHEHUs HacleJCTBEH-
HBIX 3a00JI€BaHUI B Pa3IMYHBIX 3THHYECKHUX U TEPPHUTO-
pHATBHBIX TPYTIIAX UMEET BaXKHOE MPUKIIATHOE 3HAUCHUE.

Pecniybnuka BypsiTust pacrnosio)keHa B FOKHOW 4acTH
Bocrounoit Cubupu, ro’kHee ¥ BocTouHee o3epa baiikai.

YHCIECHHOCTh HaceJIeHHs cocTaBiiieT 974,3 THIC. YeJIOBEK,
Goutpiast 4acTb Kotoporo — 570,7 ThIC. YenoBeK — Ipo-
JKHBAET B TOPOAax. DTO MHOTOHAIMOHAIBHAS pecIryOiu-
Ka, ee HacelAIoT IMpeAcTaBUTeNH 0oJiee cTa HAlIMOHAIBHO-
creii [1]. K HauOoiree MHOTOYHCIIEHHBIM OTHOCSTCS pycC-
ckue (67,8%) u Oypsarer (27,8%),. Hebonburyro nomto
coctaisaor ykpauHipl (0,98%), tarapsr (0,83%) Genopy-
el 1 3BeHKH (110 0,23%), Hemirsl (0,16%), eBpen (0,06%).

Lenp wmccnenoBaHWs — W3YYCHHE OTATOIIEHHOCTH
HACJICICTBEHHOMN IATOJIOTHEH CEeIhCKOro HaceiaeHus Pec-
myonuku bypsitus.

Marepuaj 4 MeTOABI

IIpu npoBeneHMH MEAMKO-TEHETHMUYECKOTO MCCIEN0-
BaHus B Pecmybmmke Bypstus obciemoBaHo HaceneHue
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AT cenbckux pailonoB (Kwxkuurunckuii, OKUHCKHIA,
EpaBuunckuii, Kaxtunckuii, JxumuHckuii) oOmiei uwmc-
neHHocThi0 114,6 Teic. yemoBek. B 3Tmx pafioHax KoMm-
MAKTHO TPOKHUBAIOT IPEICTABUTENN KOPEHHOTO Hacele-
HUA pecyomukn — OypsaTsl (ot 50,37 10 90,74%).

HccnenoBanue mpoBeIeHO 0030pHBIM METOJIOM PErH-
CTpaIiK ceMei U OOJBHBIX ¢ MEHICIUPYIOIICH MaTOIOTH-
e, KOTOpBIM MpeaycMaTpuBaeT YYeT HIMPOKOro Kpyra
HACIICICTBEHHBIX 3a00JIeBaHUH B momysmmix [2, 4]. Wa-
(opMarmsa 0 CeMpAX IOMONHAIACH U YTOYHSIIACH CBEJIE-
HUSAMH, COOPaHHBIMHA C TIOMOIIBIO Bpauel CHeIHaIH3HPO-
BAHHBIX OTACICHUM.

Pe3y.111>TaT1>1 Hu oﬁcyﬂme}me

[Tpu npoBeaeHNN HCCIeTOBaHUS BBISBICHO 78 cemeid,
KoTopbie BKIO4anu 110 denmoBek ¢ MOHOTEHHBIMHU Ha-
CIIeZICTBEHHBIMH 3a00yeBaHUSIMU. Bo Beex ciydasix ycTa-
HOBJICHHO} NATOJIOTHH MOCTAaBJICH JUATHO3 M PEIICH BO-
MPOC O THIE HACJICIOBAHUS MATOJIOTHH, B COOTBETCTBUU C
KOTOPBIM BCE CEMBH PaCIIPEIENIINCh CISAYIOMNM 00pa-
30M: ayTOCOMHO-ZOMUHAHTHbIE (DOPMBI HACJIEACTBEHHBIX
Gonezneit — 42 cempu ¢ 64 OOJIBHBIMH, ayTOCOMHO-
peneccuBHbie — 19 cemeit ¢ 20 00MbHBIMU; X-CICTUICHHBIC
— 17 cemeii ¢ 26 OOTBHBIMH.

[To HaIMOHANEHOMY COCTaBY IMAITUCHTHI PacIpeeIn-
JHCh cheayromuM oopa3oM: 53 cembu ¢ 80 OOTBHBIME —
Oypatel, 24 cempu ¢ 29 60ibHBIMU — pycckue, 1 cembs ¢
1 GonbHBIM — Tarapel. B OkuHCKOM paiioHe, Tie Mpej-
CTaBUTENIM KOPEHHOTO HaceyieHus cocTaBisaioT 90,74%,
Bce OONBHBIC C HACIICACTBEHHBIMH 3a00JCBAHUSAMH —
OypATHL

Cpenu OONBHBIX C ayTOCOMHO-TOMUHAHTHBIM THITOM
HaCJIEIOBaHUsI 3apPETUCTPUPOBAHO 23 KIMHUYECKU Pa3iiu-
yaronrecst GopMbl MEHAETUPYIONNX 3aboneBanuii. Han-
OoNBIIMM pa3HOOOpa3MeM OTIMYANACh IPYIa MaTOJIOTHH
COCIMHHUTETIFHON TKAaHW, BKJIFOYABIIASs CEMb HO30JOTHYE-
ckux opm. Cpeay 3TOH TPYIIIBI CaMbIMU YaCThIMH OKa3a-
nwck Tunoxonaporuasus (7 cemeit, 10 GOMBHBIX), aXOHAPO-
mwiasus (2 cembH, 3 OONBHBIX) M CHUHIpPOM Mapdana (3
CeMbH,

3 OonpHBIX). B rpymme HacieACTBEHHBIX CHHIPOMOB,
BKJIIOYABIIEH ISTH (OPM, BCTPETHIIMCH PEIKUE CHHIPO-
MBI: THIOILIa3uK SManu 3y0oB (1 cembsi, 3 OONBHBIX) W
nedanonomucnanakTiann I'pefira (1 cembs, 2 GONBHBIX).
Crnenyromeit mo pazHooOpasuto TPyMIoi O6one3Hei ¢ ay-
TOCOMHO-IOMUHAHTHBIM THUIIOM HaclIeJ0BaHus Obuia Jep-
MaTOJIOTHYeCcKas MaToJIoTHs (YeTbipe GOpMBI), B KOTOPOH

Meouko-zenemuueckoe U3yueHue HacejleHuA...

caMoii 4acToi oka3zanach maxuoHuxus (2 cembu, 4 6ONb-
HbIX). Cpenu HEBPOJIOTMYECKOI MaToJOTHMH Ha IMEPBOM
MecTe ObLT HetpoduOpomaros (8 cemeii, 11 OONBHBIX).

PaznooOpasne Oone3Hel ¢ ayTOCOMHO-PELEeCCHBHBIM
TUTIOM HACJIC[OBAHWS y HACENCHHWS yKa3aHHBIX PaiioHOB
NIPEJICTABIEHO AEBSTHIO KIMHUYECKH Pa3IMYHBIMU (hopMa-
MU HacjeJCTBEHHOH mnaronoruu. Hambonee yactoil oka-
3ajach Tpynna 3a0oyieBaHUi, 00yCIOBICHHBIX I1aTOJIOTH-
eii oOMeHa BemecTB, W camas 4YacTas HO30JIOTHYECKas
(hopMa — THIIOTHPEO3 — 3aPETUCTPUPOBAHA ¥ 5 OOIBHBIX
B 5 cembsx. Bece manueHTsl ¢ 3TOM NaToNoruei cocTosuT Ha
yueTe B MEIUKO-TCHETHUCCKOM KOHCYIbTalMu Pecry0mu-
KaHCKOH J1eTcKo# GosbHuUIbl (r. YiaH-Yi3) U moiaydaroT
MIaTOr€HETHYECKOE JICUCHHUE.

W3 rpymmel HacTIeACTBEHHBIX CHHIPOMOB OOpaIiacT Ha
ce0s1 BHUMaHWE CHHAPOM MHUKPOTHH C aTpe3ueil CIyXOBBIX
poxo0B. KITMHNYecKre MpOsSBICHUS 3aKITI0YAl0TCS B Pa3-
JIMYHOM CTeTeHU JeOopMalMy YIIHBIX PaKOBUH — OT U3-
MEHEHH B pa3Mepax JI0 aHOTHH. B psje ciydaeB MMeroTcs
OCTaTKH XPSAIIEBOM TKaHU, NpeaypUKyJIIpHbIE BHIPOCTHI U
¢uctynel. ATpe3us CIyXOBOTO INPOXOAA Hamle OJHOCTO-
POHHSS, TIOYTH y BCEX OOJBHBIX OTMEYACTCS CHIDKCHHE
clIyXxa TO MpoBOAAmIeMy Tumy. [IyxoTa o0yciioBiieHa
nedopManmeit GuUKcaiu MOJIOTOYKA M HAaKOBallbHU, OT-
CYTCTBHEM HaKOBAJIbHH, HAIUYHEM aHOMAJIbHBIX KOCTHBIX
BBICTYIIOB. YKa3aHHbIII CHHJPOM 3aperucTpupoBaH B 5
CeMbsIX y 6 YeNoBeK, mpudeM 5 u3 HuX — OypsTel. [Ipu
oOcilefoBaHNH OOJNBHBIX M COCTaBJICHHH POJOCIOBHBIX
KPOBHOE POJICTBO MEXIY CEMBSIMH HE YCTaHOBIICHO.

Ha ocHOBaHMHM TNOJyYeHHBIX ITAHHBIX MOXKHO T'OBO-
PUTh O (paKTe HAKOIUIEHHS! OOJNBHBIX C CHHIPOMOM MHK-
pOTUH U aTPE3UH HApPY>KHOTO CIYXOBOTO NMPOXOZa Cpean
Oypar. Bospioe KOMUYECTBO MAIIMEHTOB C STUM CHHAPO-
MOM HaOIIOJanock y TyBUHIEB [4], (akT HaKOIUICHUS
JAHHOHM HO3010THYecKoi popmbl 1 3hdekT pomoHayaTh-
HUKa OTMEYEH MNpPH H3y4YEHHH paclpOCTPAHEHHOCTH Ha-
CJIEJICTBEHHOW MATOJIOTHH Y HaceleHus PecnyOnumku Ad-
Tai [5].

X-cuenseHHble 3a001eBaHNs IPE/ICTABICHBI BOCEMbBIO
Ho3oslorndeckumMu (opmamu, Hamboisiee pa3HOOOpa3HOU
OKas3alach TpyINIa HACIAEICTBEHHBIX CUHIPOMOB. CHH-
npoM MapTtuHa—Dberia TMarHoCTUPOBaH y OJHOTO 0OJb-
HOTO, JJISl TIOATBEPKICHUS AMAarHO3a MPOBEICHA MOJIEKY-
JISIPHO-TEHETHYEeCKas JUAarHOCTHKAa B JTaOOpaTOpHH LIHTO-
renvetuku HUWUUW wmenununckoit rewetuku CO PAMH
(r. Tomck), 4TO MMeeT Ba)XKHOE 3HAYEHHWE JUIA IPOCIEK-
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TUBHOTO KOHCYJIBTHPOBAHUS YICHOB CEMBH U, IIPH HEOO-
XOAMMOCTH, IPOBEJICHUS IIPEHATaIbHOI TUarHOCTUKH.

Jepmarosniornyeckasi maToJIOTus Ipymibl X-CUEIUIEH-
HBIX 3a00JIeBaHUI IpeACTaBlIeHA OTHONW HO30JOTHYECKOU
¢dopmoit — X-crermieHHbIM uxTHO30M (10 cemeit, 16 60mb-
HBIX), IpH4eM 8 cemel 1 13 OONBHBIX 3apEeruCTPUPOBaHBI B
OxuHCKOM paiioHe. HecMoTps Ha TO 4TO MpH COCTAaBICHUU
POJOCIIOBHBIX M 0OCIEIOBaHUHM OOJBHBIX MEXAY BCEMH
CEeMbSAMH C X-CIEIUICHHBIM HMXTHO30M KPOBHOE POJICTBO
YCTQHOBHUThH HE yIAJOCh, BEPOSTHOCTh TOTO, YTO OHHU SIB-
JSIFOTCSL POACTBEHHUKAMH, MOJHOCTHIO HE WCKIIOYEHA, U
3¢ deKT pooHaYaTbHIKA MOXKET UMETh MecTo. Bee maru-
€HTBI C HACJICJCTBEHHBIMU 3a00JICBAHUSIMH, BBISBICHHbIC
B OTOM paiioHe, — OypsTHI.

OtMeueHbl 0COOCHHOCTH PACHpPOCTPaHEHHs HacCien-
CTBEHHOH MaToJorHu ¢ X-CHEIUICHHBIM THIIOM HAacJeno-
BaHMA: B KIDKMHTMHCKOM paifoHe pecnyOiukn ux He 00-
HapyxeHo, B OKMHCKOM paifoHe, HallpOTHB, OHU INPE0d-
nagaroT — 9 cemeit, 16 6OIbHBIX.

3akiouyenue

Pe3ynbraThl NpOBEEHHOTO HCCIEIOBAaHHI CBUJE-
TENBCTBYIOT 00 OCOOCHHOCTSX PACIPOCTPAHCHUS MEHJIC-
TUpyromei matonoruu B Bypsatuu u TpeOyrooT HambHEH-
mero m3ydeHus. IlonxydeHHsle nanHble 00 0COOEHHOCTSIX

Crenennst 00 aBTOpax

3Kcnepumenmaﬂbnb1e U KMUHUYeCKUe UCCAe006aHUA

pacrpocTpaHeHus] ¥ O Pa3HOOOpa3sMy MOHOTEHHBIX Ha-
CIIC/ICTBEHHBIX 3a0oiieBaHMl y HaceneHus PecmyOiuku
Bypsarus OyayT ncmons30BaHbI B paboTe pecIryOIMKaHCKON
MEIMKO-TEHETHYECKOI KOHCYIbTaluH. PesynpraTom mpo-
BEJICHHOTO HCCIIEJIOBaHMS MOXKET CTaTh CO3JaHUE pec-
yOJIMKaHCKOTO PErHcTpa HACIEACTBEHHON NaTOJOTHH,
aKTHBHOE BBISIBIICHHE M JHCIIAHCEpU3alusi OOJBHBIX C
MOHOTCHHBIMH HAcJEJCTBEHHBIMU 3a00JIeBaHHUsAMH, pac-
LIUPEHUE TPOCIICKTUBHOTO MEIUKO-TeHETHYECKOrO KOH-
CYJIbTUPOBAHHSL.
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