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YcraHOBNIEHa PaCIPOCTPAHEHHOCTh ayTOCOMHO-JOMUHAHTHBIX, ayTOCOMHO-PELIECCHBHBIX U X-CIEIUICH-
HBIX PEIECCUBHBIX 3a0oneBanuii B 11 permonax Poccun. UucCIeHHOCTh 00CICIOBAHHOTO HACEICHUS
npesbicuia 2,5 MitH yenoBek. OOHapyxeHa quddepeHunanys nonysuid pa3InyHOro HepapxuiecKo-
T'O YPOBHS IO TPy3y HACIEeICTBEHHBIX Ooje3Heil. [IpoBeneHo MomyIsSIMOHHO-TeHETHIECKOE H3yUeHHE
TeX >Ke TOMYJISLHH, Ui KOTOPBIX MCCIIEJ0BaHA PAaCIPOCTPAHEHHOCTh HACIEICTBEHHBIX OOJIE3HEH.
[Nokazana muddepeHumanys 3TUX NOMYIALMHA 10 3HAYSHUSIM CITy4aifHOrOo MHOpUAMHTA, MHJIEKCA DH-
JIOTAMHX W JAPYTHM XapaKTepUCTHKAM Te€HETHYECKOW CTPYKTYphI momyismuid. [IpeamonoxkeHo Ha oc-
HOBE M3YUYCHHS KOPPEJSIIUANA W TeHOTeorpauuecKoro aHaiHu3a, YTO OCHOBHOW NMPUYHHOW TE€HETHYe-
ckoil auddepeHmanuy MOMyIANUN MO OTATOMIEHHOCTH HACIEICTBCHHBIMH OOJIE3HSMH SIBISETCS
npefi¢ reHoB. M3ydeHo pasHoOoOpasue HACIESICTBEHHBIX OOe3Hel B 00CIENOBAHHBIX MOMYJIAIHSX.
Bcero BeusiBiieHo 199 ayToCOMHO-ZOMHHAHTHBIX, 165 ayTOCOMHO-periecCHBHBIX U 48 X-CIEIUIEHHBIX
pereccuBHbBIX 3a00sieBanuit (412 pa3aHYHBIX HO30JI0THYEeCKUX (hopMm). OCHOBHAS YacTh Pa3HOOOpa3wst
HACJIEJICTBEHHOW MaTOJIOTHH MTPUXOANTCS Ha peakue (JOpMbl HACIIEACTBEHHBIX 3a001€BaHHM, a OCHOB-
Has YacTh OOJIHBIX — Ha 4Yacthle (GopMbel. K wyacTeiM ¢dopMaM HaciieACTBEHHBIX OoJe3Hei
(pacmpoctpaneHHOCTh Bbiiie, 4eM 1 : 50000) otHOCsTCS 14 ayTOCOMHO-IOMHUHAHTHBIX, 7 — ayTOCOM-
HO-PEIeCCUBHBIX M 5 X-CIEIUIEHHBIX PELECCUBHBIX 3a0oieBaHui. [IpenrosokeHo, 4To NMpUYHHOM
JIOKJIFHOTO HAKOILIEHHsI HACIIEJICTBEHHBIX OOJIe3HEH B HEKOTOPBIX M3 OOCIENOBAHHBIX IOITYJISIINAN
TaKKe sBiIsgeTcs Jpeid reHoB. Ha ocHOBe MaHHBIX O JOJISIX PELIECCHBHBIX 3a00jeBaHMM, BCTpedaro-
IIMXCSI C PAa3HOM PacIpOCTPaHEHHOCTHIO, PACCUNTAHO 3HAUCHHE YHCIA BPEIHBIX PEIICCCHBHBIX T€HOB
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Ha T€HOM 4Y€JIOBEKa, OHO COCTAaBHJIO OKOJIO 9 TeHOB Ha TEHOM.

BBenenue

N3ydeHne pacnpoCTpaHEHHOCTH, WIH 4Yac-
TOTHI HACJCICTBEHHBIX OOJIE3HEH uYenoBeka
Ba)KHO KaK C TEOPETHUYECKOM, TaK U ¢ MPAKTHYE-
CKOM TOYek 3peHHs. TeopeTuueckas CTOPOHA
9THUX HCCIENOBAHUN ONPENENIeTCS TEM, YTO
HACJIeZICTBEHHbBIE OOJIE3HM COCTABIISAIOT YacTh
TEHETUYECKOI0 Ipy3a YeJIOBEKa, KaK Ccerpera-
LOUOHHOTO, TaK WU NPEUMYLIECTBEHHO MyTallu-
OHHOro. I'eHeTHYeCKUil TPy3 ONpPEAEIAETCS KaK
CHIDKCHUE CPEAHEH MPUCTIOCOOICHHOCTH MOITY-
JSIUM 1O CPAaBHEHWIO C IMOMyJISIMEH, Bce WH-
IVBHIYYMBI KOTOPOH 001aJaf0T TEHOTHUIIOM,
o0ecnevrBaroM MaKCUMAaJIbHYIO IPUCTIOCO0-
nerHocth (Crow, 1958). I[Ipobnema pazmepa u
JUHAMHKHA TE€HETHUYECKOro Tpy3a OCTaeTcd aK-
TyaJbHOM JUIsl TOMYJISIIITUOHHON TeHETUKHU HauU-
Hasl ¢ TOTO MOMEHTa, Korza oHa Oblia chopmy-
nmuposana I'. Memrepom (Muller, 1950). Co6ct-
BEHHO, aKTyaJbHOCTh 3TOH MPOOJIEMBI 3aKIIO-

4aercsl B TOM, 4TO Tpearoioxenne Meiepa o
TOM, YTO TEHETHYECKHH Tpy3 B HOMYJISILHUAX
YeJloBeKa MPOAOIDKAET PACTH H3-3a CHIDKEHHS
JABJICHUS €CTECTBEHHOTO OTOOpa M 3TO MOXKET
UMETh JApaMaTHYECKHe MOCIEACTBUS AJIS Yello-
BeKa, OCTaeTcs B cuie. Memiep 000CHOBHIBAI
CBOE TIPEINOJIOXKEHHE TeM, 4To Oiaromapsi yc-
rnexam COBpeMeHHOﬁ MCIUIIMHBI, MHOTHEC I'CHO-
TUTIBI, KOTOpPHIE MMENH CHW)KEHHYIO IPHCIIO-
COOJIEHHOCTh M OTOPAaKOBBIBAJINCH OTOOPOM, B
COBPEMEHHOM OOIIECTBE OJIAromOIy4HO TOKH-
BAIOT 10 PENPOAYKLUUH M OCTABIAIOT MOTOMCT-
BO TaKkKe CO CHIDKEHHOH MPHUCIIOCOOIEHHO-
CThI0. B pesynbrare reHeTHUecKWil Tpy3 pac-
TET, & MPUCTIOCOOICHHOCTh COBPEMEHHBIX IO-
mynanuil genmoBeka mamaer. Kpome Toro, Ha
COBpEMEHHBIE TOMYJIALNNN JeHCTBYEeT OONbBIIOoe
KOJIMYECTBO HOBBIX MyTarcHHBIX (DaKTOpPOB, 4TO
BHOCHT JOTIOJTHUTEILHBIN BKIIAJ B POCT T€HETH-
YeCcKoro rpysa nomnyJsiui. B To e Bpems cie-
AYET OTMETUTDB, UTO PE3YJIbTAThI OLIECHKU pasMe-
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POB TEHETHYECKOTO Tpy3a, OTyYeHHBIE Pa3HbI-
MH aBTOpaMm¥, BeChbMa NPOTHBOPEUYMBHI, a WX
WHTEpIpeTanysi HeoqHo3HauHa. UTo ke KacaerT-
Csl TPAKTUYECKOH CTOPOHBI 3THUX HCCIEIO0Ba-
HUH, TO OHH, MOXKHO CKa3aTb, JIe)KaT Ha IIO-
BEpXHOCTU. Pe3ynbTaThl TaKWX HUCCIEAOBAHUN
MO3BOJIAIOT TMOJYYHUTh NpPEACTaBICHHE O TOM,
KaK MHOTO MEH[IENMPYIONIEH HacleJICTBEHHOM
MaTOJIOTHU BCTPEUACTCA B IMOMMYJIANNUAX YCTIOBC-
Ka, HACKOJIKO Pa3HO00pa3Ha 3Ta MaToJOTHs H
OTIMYAIOTCS JIH OT/ACIbHBIE TMOIYJANUN YeIo-
BeKa 10 pa3MepaM Trpy3a HacJIeICTBEHHBIX 00-
JIe3HEeH WK 10 WX pa3HooOpa3uio. DTH JaHHbBIE
HYKHBI JIJIl OPTaHU3aTOPOB 3APAaBOOXPAHEHHS,
IUTAHUPYIOMUX PpaboTy MeIWKO-TeHEeTHIECKOH
CITY>KOBI, JJISl OPTaHOB COLMAILHOW 3aIUTHI U
JpYTUX TOCYAapPCTBEHHBIX HHCTUTYTOB.

UccnenoBanns mo reHoreorpaduul U OJIHO-
BPEMEHHO STHOTEHOTpaduH, T. €. IO TEPPHUTO-
pHaTIbHOMY paclpelelieHHI0 PEeIKUX MYyTaHT-
HBIX TEHOB B TIpeJieNlaX OTICIbHBIX dSTHHUECKUX
TPyMI, UMEIT KPaTKyl0 HCTOPHIO, M, TEM He
MEHee, MEAUITMHCKON TeHeTUKOW coOpaHo 3Ha-
YUTEIBHOE YHCIO JTAHHBIX O PacIpOCTPaHCHHUU
HACJIEJICTBEHHBIX 00JIe3HEH B pa3IMIHBIX MOITY-
mamusix (I'matep, 1978). Hakoruienue u cucre-
MaTH3alusl JaHHBIX 110 TeHoreorpaduu Hacien-
CTBEHHBIX 0OJI€3HEeH MPOUCXOAHUT TO-Pa3HOMY.
3TO MOXET OBITH AMHUAEMHOIOTHIECKOE N3yde-
HUE OTIENBHBIX WM OTHOCHTEIHHO HEMHOTHX
HACJICJICTBEHHBIX OOJIe3HEH, MPEeICTaBISIONINX
WHTEepeC Ui WCCIIEeNoBaTels, M TaKuX paboT
oonprmHCTBO. [lom00HBIE PabOTHl HE MAAIOT
NpeACTaBICHUE O pa3Mepax Ipy3a HacleACT-
BEHHBIX OOJIe3HEH B MOMMYJSAIUSIX, €CIIH TOIBKO
HE CyMMUPOBATh UX Pe3yJIbTaThl. Pazmepsl rpy-
3a HAacJIeICTBEHHBIX OOJIE3HEH B AKCIIEPUMEHTE
MOTYT OBITH OIpENeNeHbl JTHO0 C TOMOIIBIO
0ojiee WM MEHEE IMOJHOTO OJHOPA30BOTO 00-
CJICAOBaHMA MOIMYyJIIIHMU C HEJIbIO BBISABJICHUA
JOCTATOYHO ITUPOKOTO CIEKTpa HACIEICTBEH-
HBIX 0OJIE3HEH, MO0 Yepe3 CO3MaHue PETucTpa
¥ MOHHUTOPHWHTa HACIEICTBEHHBIX OOe3HEH B
OIIpeJeNICHHON MOMyJsiIuKu — Haubojee MOII-
HBIX HMHCTPYMEHTOB MEIUKO-TEHETHYECKOTO
00CIIeIOBaHNS MOy IALINH.

C Hamell TOYKH 3pEHHUS, Camble TOYHBIC
JaHHBIE 00 JMHIEMHOJIOTHH HACIECTBEHHBIX
0oJe3Hel JaeT PErucTp OMHON M3 TPOBHHIIHMA
Kananet — Bputanckoit Komym6un. OH ObL1
coznan Oonee 50 ner Hazax (B 1952 r.) u dpyHK-
[MOHUPYET TaK, 9TO B HETO CTEKAIOTCS BCE JIaH-

HbI€ 0 OONBHBIX C AMATHOCTUPOBAHHOW HACIENI-
CTBEHHOH MAaTONOrMel W3 KIMHHUK, OT YacTHO
MPAKTUKYIOIIUX Bpaded, YUYPexJCHUH COIU-
aNbpHOTO obecriedeHus u T. 1. (Bcero 60 muctod-
HUKOB PETHCTPAINN), a TAKXKE CTATHCTUIECKIE
JAHHBIC O YHCJIICHHOCTH HACEJICHHS, €r0 POXK-
JAEMOCTH, CMEPTHOCTH, JBW)KCHUU HaCEICHHUS
MPOBUHIUHU. J[MarHO3el  KIIACCUPHUIUPYIOTCS
cormacHo ICD9. B pesynbprare oObeauMHEHHUS
BCEX STUX JAHHBIX TOSBISETCS BO3MOXKHOCTH
OIIEHUTh KaK YaCTOTY OTIENbHBIX HACIEICTBECH-
HBIX OOJIe3HEW, Tak W TPyII 3a00JIeBaHHMU, a
TaK)Ke BCEX HACJIENCTBEHHBIX OOJe3HEd B Iie-
JOoM. DTa YacToTa A HEKOTOPHIX HACJENCT-
BEHHBIX OOJIe3HEH MOXKET OBITh HEJOOIIEHEHA B
CBSA3M C TEM, YTO PETUCTP IOKa CYIIECTBYET
yyTh Oonee 50 JieT, a HEKOTOPhIE AyTOCOMHO-
JIOMUHAHTHBIE OOJIE3HU MPOSBISIOTCS TO3XKeE,
Hampumep, xopesi ' eHTUHITOHA, HO B OCTaJlb-
HBIX OTHOIICHHUSX — 3TO Jy4YIlee U3 TOTO, YTO
€CTh B MHpE O YaCTOTe HACIIeICTBEHHBIX 00JIe3-
Hel B mommyanusax denoBeka. CyMMapHBIE JTaH-
HBIE 0 YaCTOTE BPOXKIEHHON U HACIEACTBEHHOU
MaToJOTHH B mpoBHHIMU bpuranckas Komywm-
Ous1, Oasmpyrommecss Ha MOHHTOPHWHTE Oolee
YeM OAHOI'0 MMUJIJIMOHA HOBOPOXIACHHBIX, IPHU-
BeJleHbl B Ta0I. 1.

B tabmune 1 Hac B mepByrO odepenp WHTe-
PECYIOT 4acTOThl MEHIEIHPYIOIIeH HacleacT-
BEHHOM MAaTOJOTMH B MONyJsuuu bputaHckou
KonymOum, Tak Kak pacnpOCTpaHEHHOCTH
MMEHHO 3TOW TPYMIBI HACIEACTBEHHBIX 0O0JIe3-
HEHl Mccie0BaIach HAMH B POCCHICKHX TIOITY-
nsammsix. [lom MeHpenmupyroniei HaciaeICTBEH-
HOHM TMATOJIOTHEH TMOHWMAIOT T€ 3a00JeBaHHS
YEeJIOBEeKa, KOTOphIC HACIEIyIOTCS COTJIACHO
npaBwiaM Menzens. Cpeau HUX BBIICISIOT
ayTOCOMHBIC (JOMUHAHTHBIE U PEIIECCUBHBIC) U
CIETUICHHBIE ¢ X-XpOoMOCcOoMOol (X-cIIeTIeHHBIC
JOMUHAHTHBIE U DPELECCUBHBIE) 3a00JEBaHMUS.
HacnenoBanne OCHOBHOI MacChl XpOHHYECKUX
3a00NIeBaHUIl 4YeloBeKa, a TakkKe M30JMPOBaH-
HBIX TMOPOKOB pa3BUTHUA HE NOAYMHACTCA MCH-
JICIICBCKUM TIPaBHJIaM HACJIEIOBaHMs, HO OOHa-
pPYXUBaeT Hepeako ceMeiiHoe HakoruieHue. O0-
HIETIPUHATO HAClIeZIOBaHUE TaKMX 3a00JIEBaHUIA
CUHUTATh MYJIbTHU(PAKTOPHAILHBIM, T. €. 3aBHCS-
IIMM KaK OT JAEWCTBUS OOJBIIOTO YUCIIA TEHOB C
MaJbIM 3P GEKTOM, TaK M OT ACUCTBHSI OOJIBIIO-
ro 4mcia BHEIIHECPEAOBBIX (akTopoB. U3
tabn. 1 cnenyer, uto B bpuranckoit Koaymouu
gacToTa ayTOCOMHO-TOMHHAHTHBIX (AJ]) 3a00-
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Taoauna 1

YacroTa HacJIeACTBEHHON H BPOXKAECHHOM aTOJIOTUH B TPOBHHLIUU
Bputanckas Komym6us mo nanueiM «Peructpa cocTossHUA 3/I0pOBbs HACEIEHUS TPOBUH-
nuuy (Moguduiposano u3 Baird ef al., 1988)

. YacroTa Ha 1 MITH HOBOPOXKICH- [IpoueHT oT uncna
Kateropus 3aboneBannit
HBIX HOBOPOXKJIEHHBIX

AyTOCOMHO-IOMIHaHTHBIE 13954 0,14
AyTOCOMHO-PELIECCUBHEBIE 1655,3 0,17
X-ClIeIUIeHHbIE PElECCUBHbBIC 532,4 0,05
XpoMOCOMHBIE 18454 0,18
YacTUYHO HACIICACTBEHHO O0YCIIOBICHHBIC

BPOXKICHHBIE IOPOKH Pa3BUTHS 26584,2 2,66

nmeBanuii cocrasisier 1,4 bomsubx Ha 1000 HOBO-
POXIEHHBIX, ayTOCOMHO-perieccuBHBIX (AP) —
1,7 OOJBHBIX M, HaKOHEl, X-CIEINICHHbIX
(X-cm) — 0,5 6ombHbIX HA 1000 HOBOPOK/ICHHBIX.
OTH 4YacTOTHl MBI U OyZeM paccMaTpuBaTh Kak
0a3nCcHBIE, C KOTOPBIMH OYIyT CPaBHUBATHCS 3HA-
YEeHUS OTATOIICHHOCTH MEHJCTUPYIOIICH HACTIEe-
CTBEHHOM I1aTOJIOTUEHN, MOJYYEHHBIE B HAaIllel
paborte. [lom OTATOIMEHHOCTHIO MEHACTAPYIOIICH
HACJIEACTBEHHOM ITIaTOJIOTMEH MBI ITOHUMAaeM €€
BCTPEYaeMOCTh B JIaHHBIII MOMEHT B OOCIemye-
Mo# roryJsinue (prevalence rate).

JlaHHBIE O YacTOTE HACIEICTBEHHBIX OOIIE3-
Held B momymsiuuu bputanckoit KomymOum He
€IMHCTBEHHBIEC B MUPOBOU JuTepatype. Briepsbie
Takie AaHHBIC OBUIM TONydeHHI eme B 1959 1.
A. CruBenconom ma CesepHoit Wpmanauu
(Stevenson, 1959). O, omHaKo, HCHOJIL30BAI
0030pHBIN METOJ| TONYYEHHS JaHHBIX: OTHOMO-
MEHTHO OBLIM TIOJyYEHBI CBEJACHHUS O OOJILHBIX C
MIPEOJIOKUTENIFHO HACIEACTBEHHOW MATOJOTH-
eil OT BceX MPAKTUKYIOMIKX Bpadel B MOMYJIALUN
Cesepnoii Upmanmm. B 3ToM citydae peds uueT
0 PaCIpOCTPAaHEHHOCTH, a HE O YaCTOTE HACIIECT-
BEHHBIX Ooie3Hel. TeM He MeHee 3HaueHHUs pac-
npoctpaneHHoctd AJl u AP matomoruu mo Ctu-
BEHCOHY OBUIM CYIIIECTBEHHO BHIIIE, YeM B bpu-
taHckoit Komym6un. Pesynbratsl padotst A. Ctu-
BEHCOHAa MHOTOKPATHO MOABEPralvCh KpPUTHKE,
MpUYeM B OCHOBHOM OHA Kacajaach TOYHOCTH yC-
TAHOBJICHUS TUMA HACJICAOBAHUS 3a00JICBAHUIA.
3HaunTeNbHAas YacTh TeX OOJe3HeH, KOTOphIe
A. CtueHcoH cuutan AJl, TaKMMH B HacToOsIIEe
BpeMs HE CUMTAIOTCH, a, KPOME TOTO, MHOTHE CO-

CTOSIHMSA, BKJIFOUCHHBIE B TIEpEUEHb [ PErUCTpa-
i A. CTHBEHCOHOM, JHIIb YCIOBHO MOYHO
Ha3bIBATh IIATOJIOTHYCCKHNMU. HOBTOMy OTATO-
meHHocTs nomyssinuu Ceseproit Upnanmuu A/l
3a0oneBaHusiMU B pabote A. CTUBEHCOHA, CKOpee
BCET0, 3HAYUTEIHLHO 3aBbIllIcHa. B MeHbIeH cTe-
[IEHH, HO IO TeM K€ IMPUIMHAM B 3TOM HCCIIEIO-
BaHWU 3aBEIIIeHa yacTota AP 3aboneBanwmii. Urto
Kacaercsd X-cii 3a00/1eBaHuii, TO UX CIHMCOK TaK
MaJ W OYEBHJCH, YTO UX PaCHPOCTPAHECHHOCTH
0Ka3aJIaCh HCUCKAKCHHOM.

B Tabnune 2 npuBeneH psaa OIEHOK 4acTo-
THl MEHJIEIUPYIONUX HACJICICTBEHHBIX 00JIe3-
Hel B MOMYJIALUAX YeJIOBEKa, MOTYyYEHHBIX pa3-
HBIMH aBTOPaMHU WJIM KOJUIEKTUBAMHU aBTOPOB.
B GonpmmHCTBE CIydaeB 3TH OIICHKH BBIBEIC-
HbI HYTCM CYMMI/IpOBaHI/IH JAaHHBIX U3 pa3HBIX
cTaTel, MOCBAIIEHHBIX SMUIEMUOIOTUN PA3HBIX
HAaCJICICTBCHHBIX OOJIE3HEH B pa3HBIX MOITYJIs-
[UAX C MOCIENYIoneH NeayKInuel, Kak Bce ITH
pe3yJIbTaThl MOTYT OBITh YCPEAHCHBI.

W3 Tabmumpr 2 cremayer, 4TO HauOONBIIAM
KOJICOaHMSIM TIOJIBEpPIKeHA OIeHKA 4acTOThl AJl
3a0oeBaHmii, KOTOpas, IO JaHHBIM Pa3HBIX
WMCTOYHUKOB, pa3n4aercs OOJbIle, YeM Ha II0-
PAIOK. DTO CBS3aHO C BKIFOYCHHEM WM HE
BKJIIOUCHHEM Takux AJl MpU3HAKOB, KOTOpHIE
YCIOBHO MOXKHO CYHUTaTh MaTOJOTHUYECKUMH,
KaK CeMeiHas THUIEePXOJECTePUHEMUs, B3pPOC-
JILII>'I TUII TIOJIMKHCTO3a IIOYECK U HeKOTOprX
npyrux. [leHeTpaHTHOCTh ATHUX MPU3HAKOB B
TEPMHHAX MATOJOTHYECKUX COCTOSIHUH J0CTa-
TOYHO HHU3Kas, W TOATOMY HX BKIIOUCHHE B
CIIMCOK PEruCTPUPYEMBIX JITOMHHAHTHBIX CO-
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CTOSIHUI, CKOpee, OTpakaeT TOYKY 3pPEHHUS KOH-
KpPETHOTO aBTOpa M aBTopoB. Yacrora AP 3a60-
JICBaHUU KOJIEOJETCs MO JaHHBIM Pa3HBIX HUCTOY-
HHUKOB BCETO B J[Ba pasa, 4TO, CKOpPEe BCEro, CBS-
3aHO ¢ OO0JIee CTPOTUMH KpUTEepHsiMUA oTOopa AP
3a00JIeBaHMiA, a TAK)KE C TEM, YTO CPEIU HHUX pe-
)K€ BCTPEYAIOTCSI TaKUE COCTOSHUS, KOTOPBIC
TOJIBKO YCIIOBHO MOYKHO CUUTATh MATOJIOTUIECKH-
MH. OIleHKa 9acTOThI X-CI] COCTOSHHUN MpaKTHIe-
CKH HE BapbUPYET M0 NPUUUHE, KOTOpas yKe yKa-
3aHa paHee. MOXXHO TperonaraTh, 9TO OIEHKH
YacTOT HACJIEJCTBEHHBIX OOJE3HEH, MOITydeHHBIE
TaKUM CIIOCOOOM, JTOJDKHBI OBITH 3aBBIIICHBI, XOTS
TPYIHO OLICHWUTh, HACKONBKO. B mobom ciydae
MOXXHO yTBEpP)KIaTh, YTO JUIS TIOIYHIEHHS OLEHOK
pacnpoCTpaHEeHHOCTH WM YaCTOThI HACIIeICTBEH-
HBIX OOJIe3HEH B MOIMYJISAIMU MaTepUaNl JOJDKEH
OBITH OTpeJeNIeHHBIM 00pa3oM OpraHm3oBaH. B
MIPOTUBHOM CJIy4ae, KaK 3TO CIy4MJIOCH C TOJI-
JAHJICKUMH HCCIEAOBATEISIMU, N3yYaBIIUMHU BCIO
JUTEpPaTypy, B KOTOPOI MPHUBOIIINCH JaHHBIE O
HaCJIeZICTBEHHBIX Ooe3Hsx B | omananm 3a MHO-
TO JIET, aBTOPHI MPHIIUTA K BBIBOMY, YTO IO 3TUM
JAHHBIM TIONYYUTh MPEACTABICHUE O Ipy3e Ha-
CIICZICTBEHHBIX OoJie3Hel B ['orananu He mpen-
cramsiercst Bo3MoxkHbIM (Verheij et al., 1994).

Taoéauna 2

YacTtoTa OCHOBHBIX THUIIOB HaCJICACTBCHHBIX
6osesneit Ha 1000 HOBOPOXKIEHHBIX 110 1aH-
HBIM psila UCTOYHHUKOB

Kareropus

3a00J1EBaHMI 1 2 3 4 5 6
Al 9,5 10,770 10,0 | 10,0 | 10,0
AP 2,1 (2521 1,0 1,1 2,5
X-c1p 04 /05105]| 05 - -

[Ipumeuanne. Homepa 0003HAYAIOT pa3sHbIe HCTOYHHKH:
1 — Stevenson, 1959; 2 — Johnes, Bodmer, 1974;
3 — Carter, 1977; 4 — Neel, 1978; 5 — UNSCEAR, 1977;
6 — UNSCEAR, 1986.

Pe3yabTaTthl 1 00Cy:KIeHUE
Hamm ucciaenoBaHus MO DIHUAEMUAOJIOTAU

HACJICJICTBCHHBIX 0OJIE3HEH B MOMYJSAIUIX
oopiBirero CCCP Obum Hauatel Oosiee 30 et

Hazaj. CHavana ObUTH OTIpeAeNIeHbl UCTOYHHUKH
perucTpanuu OOJNBHBIX C TPEAIOIOKUTEIEHO
HAaCJIEACTBEHHOM mnarosioruei. Ha mepBrix 3Ta-
max, Korja paboTa Belach B MOMYJISAIHIX pec-
myonmk CpemHeldt A3uu, IO CYIIECTBY, €IUHCT-
BEHHBIM MCTOYHHKOM PETUCTPAIMK CITy)KUjIa
crieruanbHasi aHkera (puc. 1), kotopas pacmpo-
CTpaHsUIach Cpeau MEIUIIMHCKUX PabOTHHUKOB
o0cenyeMbIX paifOHOB.

B aroif aHKeTe coNepKAIUCh CUMITOMBI
HEKOTOPOTO YHCJa HACIEICTBEHHBIX OOJe3HEH,
OTHOCHTEIHHO TPOCTO BBIBISAEMBIX, TaK Kak
OHH MMEIOT, KaK MPaBUJIO, BRIPAKEHHOE BHEIII-
Hee KIMHUYECKoe MposiBiieHne. HyXHO nMeTh B
BHJY, YTO MPAKTHYECKH KKIBIA CHMITOM Xa-
pakTepeH He ISl OJHOTO, a JUIS IEJION TPYTIIIBI
3a00JIeBaHU, YTO CYIIECTBEHHO PACIIUPSCT €€
BO3MOXXHOCTH B BBISBIICHHHM HAcCIEJICTBEHHOM
naroyiornu. Takue CUMIITOMBI, Kak ciaboBue-
HUE WK BPOXKJICHHAS TYTOyXOCTh UMEIOT OTHO-
IIeHHE K JeCATKaM, €CJI He COTHSM, HaCJIE/CT-
BEHHBIX OoJie3HEW. B aHKeTy He BKIIOUYAIHCH
CHUMIITOMBI HACJIEJACTBCHHBIX OOJEe3HEH, KOTO-
pbIe HE UMEIOT OYEBUIHBIX BHEIIHUX MPOSIBIIC-
HUH 1 TpeOyIOT CenHaIbHBIX METOJIOB HCCIe-
JIOBaHUH, KIMHUYCCKUX W TapaKIHHHUYCCKUX.
AHKeTa ompejenuia TaKXKe Kpyr CIelUallu-
CTOB, KOTOpBIC HYXXHBI Il Oojiee WM MEHee
TOYHOW TUArHOCTUKH BBISBISIEMON MAaTOJOTHU:
neauaTp, HEBPOJIOT, JAEPMATOJNIOT, OPTOIE],
OTOJIAPUHTOJIOT, O(TAIEMOIIOT, a TaKXke TPeOo-
BaHUS K CHEIMaUCTaM: OHH [OJDKHBI OBITH
CIICIUAM3UPOBAHEI TI0 COOTBETCTBYIOIICH Ha-
CJICJICTBCHHO MAaTOJIOTUH, BEChMa JKEIaTeIbHO
y4acTHe OJHUX U TEX e CIEIHaUCTOB Ha
BCEM MPOTSHKEHUHU paboThl. HecMOTps Ha OTHO-
CUTENIbHYIO MPOCTOTY AaHKETHI, CpaBHEHUE €€
CUMIITOMOB C CHMIITOMaMH HaCIIeJCTBEHHBIX
3a00JIeBaHMH, BKIFOYEHHBIX B KaTaJOT Hacllel-
cTBeHHBIX Oose3neit B. Mak Kerocuka (5-¢ u3n.),
MOKA3aJI0, YTO TEOPETUYECKH OHa IIO3BOJISET
BBIBIIATE Oojiee 500 (TIpu MOBTOPHOM aHAJIH3E
karanora B 2000 r. mpumepno okoisio 2500) pas-
HBIX HACJICJICTBCHHBIX OOJIe3HEH, KaK YacThIX,
TaKk M PeIKUX, C pa3HbIMUA THUTIAMH HacleJI0Ba-
HUAS B TIPOTIOPITUH, OJIM3KOM K TOM, KOTOpas
ObUTa B KaTajore, W, TaKuM 00Opa3oM, Jaet 0o-
Jiee WIM MEHee PENpPEe3CHTATHBHYIO BBIOOPKY
HACJIEZICTBEHHBIX OO0JIe3HEH M3 BCeX MMEIOIINX-
cs (McKusick, 1978; McKusick, 2000). Kpome
TOTO, NP JUATHOCTUKE MOCTOSIHHO HCIIOJIB3Y-
€TCsI CTIpaBOYHAs OTEYECTBEHHAS U 3apyOekHas
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Yeaoicaemwiii konneza!

B nacmosuyee epemsi 6 sawiem patione npogooumcst uzydeHue cemell, 8 Komopulx umeiomcst bonvrvle ¢ HII.

Haubonee xapaxkmephble cumMnmomvl HAC1eOCMBEHHbIX O0Ne3 el cledyioujue:
Bsinocmu wnu nogviuennvlii monyc u cyoopozu y HO80POICOEHHbIX, PEOMA HOBOPONCOEHHBIX,
Ymemeennas omemanocmo, 8podicoennas 2nyxoma uiu 21yXOHeMOma,
Cnenoma, MUKpo@manom, 8POACOEHHAL KAMAPAKMA ULY 2IAYKOMA, KOI0OOMbL, AHUPUOUSL, HUCAM,
nmos, npogpeccupyioujee yxyouleHue CymMepeuHozo 3peHusl;
A- unu eunompous, eunepmpoghus, cnacmudeckue NOOepPeUBAHUSL MbIULY, NAPATUYL, Hempasmamuye-
CKasl XpOMOma, HapyuieHue noOX00KU, My20- Uil HeNOOBUNCHOCHb CYCMABO8;
Kapnukoevwiii pocm (ne 6onee 1 m 40 cm 0151 83pocivix), 8podicOeHHble depopmayuu cKeiema u /unu Ko-
HeuHocmell, 2pYOHOU KIemKU, Yepend, Iuyd, UsMeHeHue Yucid nanbyes, CUHOAKMUIUU, IKMPAOAKMUIUY,
8DOIHCOCHHAS TOMKOCHb KOCMell, KOMOUHAYUL 8DOHCOCHHBIX YPOOCME;
Cyxocmb unu yCuieHHoe 0po206eHUe KOJCU IAOOHEl U NOOOWE, OPYeUX YUACMKO8 Med, HAMHA KOpUY-
He8020 Y8ema U MHOJNCECMBEHHbIE ONYXOJU HA KOJCE, BPOICOCHHAS NY3bIPUAMKA, OMCYMCcmeue Ho2mell,

ajloneyus, cunompuxos, Henpopes3vbleaHue 3y606,'

Bnazooapum Bac 3a nomows!

Tosvlennas KpogomouueoCnv, YeeiuyeHue NeYeH ¢ POXNCOCHUs, NEPUOOUUECKAS HCEMYXA,
Bpoarcoennvie nopoxu cepoya 8 couemanuu ¢ Opy2umu 6POANCOCHHBIMU NOPOKAMU,

Heoopasseumue HapysicHbIX NOTOBLIX OP2AHO8 U GMOPULHBIX HOIOBbIX NPUSHAKOS, OXHCUPEHUE.

Mot npocum Bac npedocmasums céedenus 0 60bHbIX ¢ MAKUMU CUMIIMOMAMU, NPONCUBAIOWUX Ha Ba-
wem yuacmre. Ecnu 6 cembe HeckonbKko 60NbHbIX, MO 6 aHKeme clledyem 0amb C8e0eHUsl 0 KANCOOM
boavrom. Ykasicume npedsapumensruii ouaenos, ®.U.0., domawnuil adpec.

Puc. 1. JIuueBas yacTb aHKETHI C MEPEUNCICHHEM CUMIITOMOB HACJEACTBEHHBIX 0OJIe3HEH, Mmoiexa-

X perucTpanuuu.

nuTeparypa u ariackl: «Smith’s Recognizable
Pattern of Human Malformation» (Jones,
1988), «An Atlas of Characteristic Syndro-
mes» (Wiedemann et al., 1985), «A Color Atlas
of Clinical Genetics» (Baraitser, Winter, 1983),
KOMIIBIOTEPHAST JIMarHOCTHUYECKas Mporpamma
«POSSUM» wu JlongoHckas 0Oa3a [JaHHBIX,
«HacnencTBeHHBIE CHHAPOMBI ¥ MEIHKO-
TeHETUYEeCKOe KOHCYyJbTupoBanue» (Kozmosa
u ap., 1996).

Bo Bpems paboTsr B pecrryonmmkax CpemHei
A3HMU MBI MPAKTUYECKA HE MCIOJIB30BAIN JPY-
M€ WMCTOYHUKUA PETUCTPAIUU TPEITIOTO0KH-
TEIHHO HACIEACTBEHHOW TIaTOJIOTHH, KpOMe
MPEJICTABICHHBIX MEIUIUMHCKUMHU pPaOOTHHKA-
Mu. OJTHAKO 3TO KOMIIEHCHPOBAJIOCH TE€M, YTO
MBI BBISIBIISUIA TOJBKO CeMeWHBIe ciydan 3a00-
JIEBaHUM, T. €. KOTJa B CEMbe OBUIH MOPaKEHBI
OJTHUM M TeM e 3a0oJeBaHHEM JBa U Oosee
yenmoBeK. Takoil croco® BBISBICHHS 3a00JeBa-
HUH YIIPOIIAaeT BBISBICHNE MATOJOTHH U PE3KO
MOBBIIIAET BEPOATHOCTH TOTO, YTO 3Ta MATOJIO-
TUsi UMECT HACJICICTBEHHYIO NPUPOIY, HO, C
JIPYToil CTOPOHBI, Ui HETO HEBO3MOXKHO IIO-
N00paTh MOIXOASIIUN UCTOUHHUK PETUCTPAIUH,
Oyab To nokymentsl BTOK unu nanneie Otne-
J1a coIo0ecTieyeHns, TaK KaKk OHU HE COJepKaT

nH(pOpMaIK 0 ceMeHOM TOopakKeHHH 3a0oJie-
BaHueM. OgHaKo, KOTJa MBI Hadalu paboTy B
Poccun, To ManeHbKUI pa3Mep CeMbH U HEKO-
TOpbIe OpyTHe OOCTOSATENHCTBA 3aCTABWIIA HAC
NepeiTH Ha PEerucTpalrio ceMeil ¢ Mpearnoo-
KUTEIHLHO HACIICCTBCHHON IMAaTOJIOTUEH uepes
OJTHOTO OOJILHOTO W HCIONb30BaTh MHOTOYHC-
JICHHBIE BTOPWYHBIE WCTOYHUKH PETUCTPAIIUU
OOJIBHBIX C HACJIEACTBEHHOM MaTOJIOTHEH, KOTO-
pBI€ CYIIECTBEHHO JOTOIHIIN MaTepHall, ToIy-
YeHHbI HaMW OT MEAWIWHCKHX PabOTHHKOB.
HeoOxoaumo B TO ke BpeMs OTIEPKHYTh, YTO
JUIS COXPAaHCHUSI PEEMCTBEHHOCTH B paboTe H
JUTS CO3/TaHUSI BO3MOXKHOCTH CPaBHEHHSI OTSITO-
IMEHHOCTU pa3HbIX HOHyJISIIII/Iﬁ HacCJICACTBCH-
HOW TaTOJIOTHEH CO/IePIKaHUE aHKEThI OCTACTCS
MMOCTOSTHHBIM Ha TPOTSHKEHWH BCEW Haied pa-
00Tl  (MemuKko-TeHETUYECKOE OIHCaHWe. ..,
1997; HacnencrBenHbie 00ie3HH. .., 2002).
Wrak, mepBbIif 3Tanm NONy4YeHHS OIICHOK
pacpoCTPaHEHHOCTH HACIIEICTBEHHOH MaToJI0-
MM B HAIIUX MCCICIOBAHUIX BKJIFOYACT CO3/a-
HUE, KaK Telephb MPUHITO TOBOPUTH, 0a3bl JaH-
HBIX O BCEX CEMBSX C IMPEIINOJIOKUTEIHFHO Ha-
CJICJICTBEHHOM MaTOJIOTHUEH, KIMHUYECKHUE MPO-
SIBIICHUSI KOTOPOW YaCTHUYHO WU IOJIHOCTHIO
COOTBETCTBYIOT aHKETe, HE3aBHCHMO OT TOTO,
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MOJTyYEHBI JIX OHU OT METUIIMHCKHX paOOTHH-
KOB 00CIIeTyeMO#l MOMyYJISIHH, WA U3BICUYEHBI
n3 marepuaiioB BTOK, nanHpix 00 mHBanmumax
C JIETCTBa WM JIPYTHIX MCTOYHUKOB. TexHude-
CKH 3Ta paboTa OpraHU3yeTCS TaKUM 00pa3oM,
YTO Ha MEIUIIMHCKOM COBETE O0CIeIyeMOoro
paiioHa (BO BCEX HAIIMX MEIUKO-TEHETUYECKUX
WCCIICJIOBAHUSX PaliOH SBISETCA IMHHIICH Ha-
ONIo/IeHUs), Ha KOTOPOM JKEJIAaTeNIbHO TPHCYT-
cTBHE BceX (eNpAIepoB M Bpauyei paiioHa,
pa3bACHAIOTCS OOIIMe Hedu pabdoThl M COAEp-
YKaHWE aHKETHI, MTOCTIe Yero aHKeTa IS 3amod-
HEHHUs pa3fgaercd BCEM MPHUCYTCTBYIOLIMM.
COop aHKeTHl MPOBOIUTCA Yepe3 OPrMETOJKa-
ouner LIPb, mn00 TUYHO COTpYIHUKAMU JKCIIC-
mumonHod Tpynmel MIHL[ PAMH. Hyxho
OTMETUTh, YTO aHKETHPOBAaHHE MEIUIMHCKHX
paboOTHHUKOB AaeT OoJiee BHICOKHIA MPOIICHT BbI-
SIBJICHUs] OOJIbHBIX C HACJIEACTBEHHOH MaTOJNO-
THMed B CENbCKOM MECTHOCTH IO CPaBHEHHIO C
TOPOJIOM, YTO CBSI3aHO, BEPOSTHO, C OTHOCH-
TEJIHHO HEOOJBIINM IO YHCISHHOCTH Hacele-
HUEM, 00CITyKMBaeMbIM (penpalepaMu, U TeMm,
YTO OHM MHOTOKPAaTHO IOCEIIAI0T BCE MPOXKH-
BaIOIME HAa WX YYaCTKE CEMBbH W JHMYHO 3HAIOT
MpakTU4YEeCKH Bcex Jroje. B ropone, Hampo-
TUB, 3HAYUTENbHAS JOJS CIIy4acB IEPBUYHO
BEISBISIETCS. 4epe3 TaKhe WCTOYHUKH, Kak
BTOK u nannsie Otaena coroOecriedeHus.
CyTb BTOpOTO 3Tamna CBOAUTCA K PEIICHUI0
BOIIpOCa O HACJIEICTBEHHOM XapakTepe 3a0oJe-
BaHUS y 3apEeTUCTPUPOBAHHBIX TPOOaHIOB
(mpobaniaMy Ha3BIBAIOT OOJBHBIX, YEpe3 KOTO-
PBIX 3aperucTpupoBaHa cemsbsi). st 3Toro Bpa-
yn-reaernkn MI'HL] PAMH Bmecte ¢ denba-
mepaMd  TMOCEIalT  jJoma  npobaHaa/
(mpobaHOoOB), ocMaTpuBasi HE TOJIBKO CaMOIo
00JIBHOTO, HO U BCIO €ro ceMbro. Ha GompHOTO,
Yy KOTOpOTO TIpEAIoNaraeTcs HacjeICTBEHHas
MATOJIOTHsI, 3aBOJUTCS MEIUIIMHCKAs KapTa, B
KOTOPOW YKa3bIBAIOTCS MACHOPTHBIE CBEICHUS
0 mpoOaH/e W WICHAaX €ro CeMbH, KpaTKas HC-
Topus OOJNE3HH, COCTABISIETCS pPOJOCIOBHAS,
onuchIBaeTcss HEHOTHIT U COMAaTHYECKUN CTaTyC
OonpHOTO. B cCiiydae mpeamonoxkeHus o Ha-
CIIEJICTBEHHBIX HAapyIIEHUSX OOMEHa BEIIeCTB
Oepercsi KpoBb M Mo4a OOJBHBIX AJISI IPOBEIE-
HUS CHIEIHATBHBIX OMOXMMHUYECKIX HCCIIEeI0Ba-
Hui. B pesymbrare 3TOW pabOTHI 3aMeTHAs
gacTh OOJBHBIX (OOBIYHO OKOJIO IOJIOBHHBEI),
MPEACTaBICHHBIX MEAWIUHCKAM TIEPCOHATIOM
paiioHa, HCKITIOYaeTcs M3 BBIOOPKH, TaK Kak

yAaeTcsi yCTAaHOBUTH BHEIIHIOIO MTPUYUHY 3200-
JIEBaHUS W, CJICIOBATEIIFHO, HMCKIIOYHUTH €ro
HacJeACTBeHHYIO mpupoay. OcTaBiiascs 4acTh
MpeJICTaBIsAeT cO00i CIICOK ceMel ¢ Mpearo-
JIOKUTEIFHOM HACICACTBCHHOM MAaTOJIOTHEH,
IO ICKAIIHMN TAThbHEHIIIEMY UCCIICTIOBAHUIO.

[Tocnegnuii, TpeTuil 3Tam, 3aKJIIOYAETCA B
BepHU(pHUKAINK TUATHO30B NIPHU YYaCTUH Bpayeii-
CIICIUAIMCTOB M3 BEIYIIUX CIEIHATH3NPOBAH-
HBIX KJIMHUK T. MOCKBBI (HeBposiora, oraib-
MoJIOTra, JAepMaToJiora, OpTolena, Ieauarpa-
TeHEeTHKa). ECTeCTBEHHO, YTO Ha 3TOM dTare
TaKke BO3MOXHO U JIEHCTBUTEIHHO IPOUCXO-
JUT WCKIIIOUeHHe M3 0a3bl TaHHBIX HEKOTOPHIX
ceMeH ¢ HEeHACJICACTBEHHOM ITaTOIOTHEH.

CoOpaHHBIH TakuM 00pa3oM KIMHUYECKHUHA
MaTepHuall TMOJBEpPraeTcsa T'€HETUYECKOMY aHa-
U3y, LENb KOTOPOTO 3aKIIOYAeTCsl B BBIICHE-
HUU COOTBETCTBHUS PaCTpeeNieHus OOJBHBIX U
3I0POBBIX B BBISIBIIEHHBIX CEMbSIX pacipenaene-
HUIO, OKUIAEMOMY IpU OIpPEAEICHHOM THIIE
HacnenoBanusi — AJl unu AP. B Tom ciyudae,
€CII TaKOoe€ COOTBETCTBHE HE HaOII0macTCs,
BO3HUKAET HEOOXOAUMOCTL HAWTHU BO3MOKHBIE
HUCTOYHUKH «3arpsI3HEHUS» 3a CUET BKIIIOYEHUS
ceMeM ¢ HEHAcCJeICTBCHHOM IaTOJIOTHEH M OC-
TaBUTH B aHAIM3UPYEMOM MaTepuale TOJIbKO T
CeMbH, TJE HAaCJEICTBEHHas Mpupoza 3adoie-
BaHMUM HE BBI3BIBAET COMHEHUM. ITO OYEHb HeE-
mpocTas pabora, KOTopasi ¢ TPyJIOM IOJBepra-
eTcst popmanm3anuu 1 moapoOHO pacCMOTpEeHa
B HEKOTOPHIX Hamux myOmukanusx (Iletpur n
ap., 1988; Meauko-reHeTHIeCKoe OMHCaHue. . .,
1997; HacnencrBenubie 00ie3HH. .., 2002).

Te cnydau, ISl KOTOPBIX AOKa3aHa Hacea-
CTBEHHAas TpHpojia 3a00JIeBaHUMN, COCTABISAIOT
MaTtepHal JUisl pacyeTa OTATOLEHHOCTH Hacee-
HHUS HaCJIEICTBEHHOM maTtojiorned. Hackompko
HaM H3BECTHO, ATOT 3Tall OTCYTCTBOBAJ WJIU
OTCYTCTBYET B IIUTUPOBAHHBIX paHee paboTax,
B KOTOPBIX OLIEHUBAJACh YAaCTOTa HACIEACTBEH-
HBIX OoJIe3Hel B MOMyJnusx. Bmecte ¢ Tem
XOpOIIIO M3BECTHO, YTO MPAKTHIECCKHU TSI BCEX
HACJICJICTBCHHBIX 3a00JICBAHUN MOTYT CYILECT-
BOBaTh (PEHOKOMHH, KOTOPbIE UMEIOT HEHACIIEI-
CTBEHHYIO Tpupojay. M3 3TOro BBITEKAET, UTO
pasMepel Tpy3a HAaCJICICTBEHHBIX OOJIe3HEH,
OIICHEHHbIE 0€3 yueTa UX «3arpsi3sHeHus» (eHo-
KOITASIMHA, MOTYT OBIThH 3aBBITIICHEL.

B tabmuie 3 mpuBeneHb HEKOTOPHIC KO-
YECTBCHHBIC XapaKTEPUCTUKH OOCIICIOBAaHHBIX
MO SN,
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Tabanna 3
O0cemoBaHHBIC POCCHICKUE TIOMYIISITIH
UucneHHOCTh Hace- Yucno Yucno
Homynsiuuu JIeHus 00NIacT! WM | O6cnenoBano | OOCIETOBAHHBIX BBISIBJICHHBIX
pecyOnuKn paroHOB OOJBHBIX
Bpsiackas o6nacTb 1378900 88200 1 133
Koctpomckas obxacts 737500 444476 10 673
Kuposckas obnacts 1503600 264700 9 589
KpacHomapckuii kpait 5124400 426600 6 740
ApxaHrenbckas 00J1acTh 1335700 40000 5 104
Trepckas 00J1aCTh 1472600 75000 2 131
PocToBckas o6macTb 4406700 320925 8 1055
PecnryOimka Anpirest 447000 101800 4 233
Pecny6iimka Mapwmit On 728000 276000 7 630
Pecnry6nmka Uysamis 1314000 264419 6 679
Pecrrybnuka Y nMypTust 1570000 264419 6 794
Bcero 20018400 2569775 64 5761

MenuKo-reHeTHIeCKM 00CIIeIOBaHHEM OBLIO
HETIOCPEZICTBEHHO OXBaueHO HaceleHne oOreit
YHCJICHHOCTBIO, TPEBBIIIAIONICH 2,5 MITH 4eIOBEK
3 11 teppuropuit wmm cyObekToB Poccuiickoit
Oeneparmu (64 paiiona). B o0mrelt cioxHOCTH B
XOZIC WCCIICMOBaHUS BBISBIICH 5761 GombHOU C
MEHEIMPYIOLIEN HacIEACTBEHHOW MaTOJIOTUE.
OTATOIEHHOCTh HACENIeHNsT 00CIIEeIOBAHHBIX Tep-
pUTOpHUIT ayTOCOMHO-JIOMHHAHTHOM, ayTOCOMHO-
peueccuBHOM U X-CLUEIUIEHHOW NaToJIOTUEH OT-

0O AL(rop)

JIETBHO JUISt TOPOJICKOTO M CENCKOTO HaceTCHUsI
TIpeacTaBiicHa Ha puc. 2—4.

Kak crnexyer u3 mpuBENCHHBIX PUCYHKOB,
camasi BBICOKas OTSTOIIEHHOCTh HACEICHUS BO
BceX 00CIIeIOBaHHBIX MOMyJLAusax — A/l 3a060-
JIeBaHMSIMHM, a camast HU3Kas — X-cII. 3a0oJeBa-
HUSIMA. HeT AOCTOBEpHBIX DPa3MUuMil MEXIy
MOMYJISIIIUSMA B UX OTSTOIIEHHOCTH X-CII. 3a-
6oneBanuamu. [lo kpaitHeir mepe, oT4acTu 3TO
MOXeET OOBSICHATHCS HU3KHUMHU a0CONIOTHBIMH

B A[(cen)

Puc. 2. OTsromeHHOCTh poccuiickux nomyisiiuid A/l maromorueii (ducino 60apHEIX B pacuete Ha 1000 gyemno-

BEK HACEJICHUS).

Coxkpamenust: Kup. 06. — Kuposckas obnacte, Koctp. 061. — Koctpomckas obnacts, Kpacnon. xp. — KpacHomapcekuit
Kpaii, bp. 061. — bpsickas obnacts, TBep. 00. — TBepckas obmacts, Poc. 06. — PocToBckast 00macTb.
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O AP(rop)

B AP(cen)

Puc. 3. OTsaromeHHoOCTh poccuiickux nmomyssiiuii AP maronorueit. Cokpauienus kak Ha puc. 1.

08
06
0,4 10,370,36

0,2

O X-cu.(rop)

W X-cu.(cen)

Puc. 4. OTATOMEHHOCTh POCCHMCKHUX MOMYJSIINN X-CHETUICHHOH MaToJIOTHe! (Ynciio G0JIBHBIX B pacdyeTe Ha

1000 my>xumH). CokpaiieHus, Kak Ha puc. 1.

3HAUEHUSMU OTSATOLIEHHOCTU STOM TpYIIIbI
3a0oneBaHuii. HampoTus, 1Mo OTATONMIEHHOCTH
AJl n AP 3aboneBaHusIMH HaOIIOAAOTCS JOC-
TOBEpHBIC PA3IUUUi MEXAY MOMyJISIUIMU.
Bo-nepBrIX, OTSATOLIEHHOCTh CENBbCKUX IOIy-
v kak AJl, Tak 1 AP 3a0oiieBaHUSIMH BCe-
I7Ia BBIIIE, YEM TOPOACKUX mHomyssinuil. B
CEJIbCKUX TMOMYJSIIUSAX TPy3 JTOMHUHAHTHBIX
3aboneBanuii B 1,5 pa3a BwIie, YeM B TOPOII-
ckux (1,86 £ 0,006 u 0,95 + 0,001 cooTBercT-
BEHHO), a PElECCUBHBIX Ooyiee 4eM B 2 pasa
(1,29 £ 0,002 u 0,62 £ 0,001). Bo-BropsIX,
HaAOIIOATOTCS IOCTOBEPHBIE PA3INYH BHYTPH
TPYII CENbCKUX U TOPOJCKHUX MOMYJISAIUHN IO
OTSTOLICHHOCTU KaK JOMUHAHTHBIMU, TaK M
perieccuBHBIME ~ 3a0o0sieBaHUSIMHU.  Pazmmums
MIPOCTICKUBAIOTCS TAKXKE MPU CPaBHCHUU OTSI-
TOIIEHHOCTH OCHOBHBIMH BHJaMU HACJEACT-
BCHHOM @ATOJIOTUU PAa3IUYHbIX 3THUYECKUX

rpynn. Hanpumep, otsromennocts A/l u AP
MATOJIOTUEN cpedu MapuilieB, YyBalleil u yn-
MYpPTOB OKa3ajach BBIIIE, YEM CPEIU PYCCKUX
U ajpIreiieB, Kak rOpoJCKOro, TaKk U CEeJIbCKO-
ro HaceJCHH (X21 50,75; le = 11,14,
v =12,18; ¥* = 4,77; P < 0,05). Baxxro moza-
YEePKHYTh, 4TO U PepeHIraIns B OTATOIICH-
HOCTH ayTOCOMHBIMH 3a00JIEBaHUAMH CYIIECT-
BYIOT MEXy MONYJIAIUSIMHA Pa3HOTO UEPapXu-
YECKOTO YpPOBHS. UeM HUXE HEepapXUYECKHil
YPOBEHb MOIYJSIHUH, TEM OOJblIe OOHapyKe-
HO pa3nuuuii Mexay nomymsauusiMu. Hanboms-
HIMe pa3Indus HaOMIOAAINCh MEXIY CEeJIbCKHU-
MH COBETaMH B paMKax OAHOro paiona. Ha-
npumep, B lllapkanckom paiione PecryOmuku
Y IaMypTHs OTATOIEHHOCT B Pa3JIMYHBIX CEIlb-
CKHX COBETaxX MPHUMEPHO PABHOI YHCICHHOCTH
(500-1000 uenosek) BapsupoBana oT 0 10
16,34 ma 1000 dgemoBek. MeHee BBIPaKCHBI
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pa3iuuusi B OTATOUICHHOCTH MEXIY OTIellb-
HBEIMH palfoHaMH OAHOU oOjacTw Wiu Pecmy6-
Ky (HampuMmep: Bapuanus ot 1,91 o 5,77 Ha
1000 yenoBek MEXAY OTATOLIEHHOCTBIO CEJb-
CKOTO HAceNeHHWs [IByX COCETHHX paiioHOB
PecnyOmuxu Y amyptust). M, HakoHen, Hau-
MEHBIIINE Pa3IMyus BBISBICHBI MEXIy 00CIe-
JIOBaHHEIMH cyObekTamMu Poccuiickoii Dene-
paruu (puc. 2—4). Takum o6pazom, aHammu3
OTSTOIICHHOCTH MEHICIUPYIOUTUMU HACIEICT-
BEHHBIMU 0OJIE3HSMH HCCIIETOBAHHBIX POCCHH-
CKHX TIOMYJISIMA IOKa3ad, YTO CYIIECTBYET
otueTiiuBas auddepeHmranus MEKIY OTICIb-
HBIMH TIOMYJISAIUSIMH KaK BHYTPU KaXIOW W3
11 oOciemoBaHHBIX TEPPUTOPUI, TaK U MEXKITY
HUMH TI0 3TOMY ITOKa3aTelio U, €CTh BCE OCHO-
BaHUS IOJIaraTh, MO YaCTOTaM T'€HOB Hacle[-
CTBEHHBIX 0OJIE3HE.

Crnemyer 3aMeTUTh, 4YTO IOJYYECHHBIE
OIICHKU OTSITOIIIEHHOCTH, WU PaclpoCTpaHECH-
HOCTHU HaCIIeZICTBEHHBIX OOJIe3HEH, 0COOEHHO B
CeBCKUX TOIysImusax KupoBckol obacTw,
Pecniy6muxu Mapuii On u UyBammu, 0 CBOUM
a0COJIFOTHBIM 3HAUEHUSM OYEHb OJIM3KH K
OIIEHKaM YacCTOTHI HACIEICTBEHHBIX OOJe3HEH
Mo JaHHBIM Permcrpa BpOXIEeHHOW U Hacien-
cTBeHHOW maronorun bpurtanckoit KomymOun
(Kanaga) (Baird ef al., 1988).

J1s Toro YTOOB! BRISICHUTE, KaKUe TIOMYJIs-
IUOHHO-TEHETUUYECKUE MEXaHU3Mbl OTBETCT-
BEHHBI 32 TEHETHUYECKYIO IU(epeHIIHAIHIO
POCCHUHCKUX TMOMYJSLMA MO TPy3y HacIeACT-
BEHHBIX 0O0Je3Hell, BO Bcex 00ciern0BaHHBIX
MOMYJISIUUAX HAPSALY C MEIUKO-TeHETHUECKUM
MPOBOAUIIOCH  COOCTBEHHO  MOMYJISIIMOHHO-
reHeTudeckoe uccienoBanre. OCOOEHHOCTHIO
MOMYJISILUOHHO-TEHETUUECKUX ~HCCIIeOBaHUI
OBLIO TO, YTO HAM MPHUXOIUIOCH MOTyYaTh Ma-
paMeTpsl TEHEeTHYECKOW CTPYKTYPHI I TeX
MOMYJISIIIUNA, KOTOPhIe ObUIM OCHOBHBIMH OOb-
eKTaMU Halllero UCCIeAOBaHus, T. €. IJs paid-
OHOB. lIMeHHO MOATOMY IS OTHCaHUS TeHe-
THYECKON CTPYKTYPBI M3Y4YaeMbIX INMOMYJIALUN
OBUI WCIONB30BaH JTMOO WM30HUMHBIA METO/I,
MO3BOJISBIINY MOMYYUTHh 3HAYCHHUST UHOPHUIVH-
ra M JUId CeIbCKUX COBETOB, MIIM CEIHCKUX a/l-
MUHHUCTpAIMi U JUIs palioHa B LENOM, JH00
MOJIeNTh M30JISIIIUK PAcCTOSHHEM Maleko, Ko-
TOpas TaKKe JaBaja BO3MOXKHOCTH OIHCATh
TeHETUYECKYI0 CTPYKTYpy paiioHa, a HE TOJb-
KO JIOKaJIbHBIX HOImyJisiiuil. OneHka reneTuye-
CKOM CTPYKTYphl MOMYJALMA dYepe3 Mojelb

m3omAnuu  paccrossaueM Maneko (Malécot,
1973), cyTb KOTOpPOH 3aKIIFOYAETCS B YCTAHOB-
JIEHUU 3aBUCHUMOCTH CTEIEHHU POJICTBA CYIPY-
TOB OT PACCTOSHHSI MKy MECTaMHU MX POXKIIe-
HUS, TPOBOAWJIACH TPHW TIOMOINM aHAIH3a
Opaunbix 3amuceit 6ropo 3AI'C. Bcero namm
MpoaHau3upoBaHo Oosee 60 ThIC. OpavyHBIX
3aIMCeH.

Ha puc. 5 npuBenens! nanapie 00 U3MEHYH-
BOCTH TIOKa3aTellsd CIly9alHOrO WHOPHUAMHTA
(Fst) Kak MepBI MEXIIOMYISAIIMOHHOTO JehHUIITa
rerepo3uroT. IIpu olleHKe 3HaYeHUH CIy4daiHo-
ro HHOpUAWHTA BO N30eKaHUE UCKAKEHUS ITOM
F-cratucTtkn wmcnonbp3yeMblil JIOKYC TOJKEH
OBITH CEJICKTUBHO HEHTpalbHBEIM. B KadecTBe
KOCBEHHOT'O Mapkepa JUIsl OIEHKH CITy4aifHOTo
nnOpuaunra (Fy) MOXHO HMcmonb30BaTh hamu-
JUH, XapaKTepU3yIOIIUecs CeJICKTHBHOW HeH-
TPATBHOCTHIO U SIBJISIFOIIHECS XOPOIIUM OHOJI0-
rudeckuM Mapkepom. Pacnipenenenue dpamumnmii
B IIpe/ieiax HEKOTOPOTO PETHOHA OTpeIeTseTCs
CIIy9aiHBIMU MTPOIIECCAMH, U B HUX OTpa)kaeTcs
WCTOpHUS TOMYJISIUN, TIaBHBIM o0Opa3zoMm, pe-
3yJBTAT YPOBHS MUTPAIU 32 Psijl TOKOJICHUM.

Ve crajga KIacCHYECKOW (OopMyIHpOBKA
Moptona (Morton et al., 1971), uro ncnomns3o-
BaHUEe (haMHIIMH B KayecTBE CEJICKTHBHO HEH-
TpPaLHOTO MapKepa nMeeT WH(OPMAIMOHHYIO
LIEHHOCTh, PaBHYIO Jy4lled KOJOMHUHAHTHOU
reHetuueckoi cucreme. damunusi, Haciemye-
Masi IATPOKJIMHHO, T. €. II0 OTILy, MPEACTaBISIeT
JOCTaTOYHO TIOJMHBIA AaHAJOr TeHETHYECKUX
MapKepoOB, UCIOJIb3YEMBIX TIPH U3yYCHUH -
TEIBFHO CYIIECTBYIOIIUX MOMYJSIUNA, B KOTO-
pBIX (haMuuy ynotpeOIsroTcst Ha MPOTSHKEHUN
He MecHee ueM B TeueHue 10 IOKOoJIeHUM, T. €.
HacJieJJoBaHue (haMWIHK SBISCTCS TPaIUIIMOH-
HeiM. [loBenenne pamummii BO BpeMeHH MO3BO-
JSeT CyAuTh 00 W3MEHEHUM TeHETHYECKOTO
COCTaBa TOMYJISINN B PE3yIhTaTe COBMECTHOTO
JercTBHA aperida W MUTpaIH TEHOB, a TaKXkKe
0 CKOpPOCTH TIPOTEKaHWS TEHETHKO-aBTOMATH-
YECKUX MPOIECCOB B M3yYaeMBIX IMOMYJIISIUAX.
OrneHka ciy4aifHOro MHOPUIMHTA TPOBOIUIIACKH
COTJIACHO MOIM(UIIMPOBAHHOMY METOIy H30-
anmun: Fg = SS;,Si/4k, tne Sir — gactora da-
MWIHH y KEHINUH, Si, — 4acToTa (aMuinu y
myxunH, k = 7 (Crow, Mange, 1965). Ecnu
pa3IuUuusAMU B 4acToTax (haMWiIuid MY>KYHUH U
JKEHIIMH MOYXHO mpeHeOpeun, To Fy = Sq;” /4k,
rae g; — 4acrora i-oi pavumnum. Iy OLEHKH
CIIy9aifHOTO WHOPUAWHTA METOJOM HW30HHMHU
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Puc. 5. U3meHunBOCTh 3HaueHUH Fy B HEKOTOPBIX POCCUHCKUX MOIMYJIALUIX.
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HaMM HCIIOJIb30BAJINCH CHHCKH W30Huparesnen
HCCIIeMyEeMbIX palfOHOB, KOTOpBIE 0OpadaThiBa-
JHUCh C Y4YETOM pachpeeneHuss (pamMuianid 1o
CEIbCKMM COBE€TaM WU paHlIeHTpaM paioHOB.
Jlamee paccUMTBIBAIIaCh  CPEIHEB3BEIICHHAS
OLIEHKA CIy4YaifHOro MHOPHIMHTA MO CEeNbCKUM
COBETaM, OTpaXkalolllas 3HAuYEHUs CcIydyailHoro
WHOpHUINHTA B CEIbCKOM MECTHOCTH HU3yYaeMo-
ro paiioHa.

W3 puarpamMmel (puc. 5) XOpomo BHUIHO,
YTO 3Ha4eHMs Fy BO BCEX MOMyIILMAX CyIe-
CTBEHHO MEHBIIIE B TOPOJACKUX MOMYJIALMIX MO
CPaBHEHUIO C ceNbCKUMHU. CpeHEeB3BEIICHHOE
3HAa4YCHUE CIy4alHOrO HHOpWAMHIA A To-
POICKHUX momysiuuii coctasmto 0,57-x 107, a
ans cenbekux — 4,36 x 107°. B 1o e Bpems
KaK B TOPOJICKHX, TaK U B CEIBbCKUX MOITYJIALHU-
X HaOmoJaeTcsl BHIPaKCHHAs HW3MEHYMBOCTh
3HaYeHUH CIIy4aliHOTrO MHOPWIMHTA.

Benmuuna ciryvaitnoro nnopuannra Fy sBis-
ercst omHON u3 Mep npeiida reHoB. [lorTomy M
HOMBITATIACH OLCHUTBH, HACKOJIBKO M3MEHYMBOCTh
B OTATOILEHHOCTH MOIYJISIUIN ayTOCOMHOM TaTo-
JIOTHEH 3aBUCHUT OT MU3MEHUYMBOCTH B 3THX IOITY-
nsusix 3HadeHud Fg. bbuia nomydena perpeccust
ax + b, anmpokcuMHUpyIoIas 3aBUCUMOCTh OTATO-
menHoctd AJl u AP maronoruu oT ypoBHS HH-
opumuara (2 = 1,41 £ 0,23, b = 0,84 + 0,12) u
(a=10,82 + 0,05, b=0,46 = 0,03) cooTBeTCTBEH-
HOo. Koadduument panroBoit koppemsuuu 1o
Crupmeny coctaBui Rs = 0,73 u Rs = 0,94 coor-
BeTcTBeHHO. K03(h(HUImEeHT KOppesiy MEeKIy
IPy30M JOMHHAHTHOM M PELECCHBHOW MAaTojo-
rusmu coctasua Rs = 0,79. Ha puc. 6 npencras-
JIEHBI JIMHUY PETPECCUH ITHX ABYX MOKa3aTeseH.

Crnenyer 3aMeTHTh, YTO KOI(PQHIUEHTHI
KOppeNaluN MEXAy BEJIWYHMHAMHU CITy4aiHOIro

OtarowenHocte (f)

WHOPUAMHTA U OTATOUICHHOCTHIO HACJIE/ICTBEH-
HBIMHU OOJIC3HIMH JUTSI OTIEIBHBIX 00CIIeI0BaH-
HBIX TEPPUTOPHUH, T. €. IS MOMyJAIuid Oojee
HU3KOTO MEepPapXUYeCKOTO YPOBHs, OBLTH Jaxe
BEIIIIE, 9€M T€, YTO MOJyUYEeHBI JJIS BCETO MaTe-
puana B 1enoMm. Takum oOpazom, MOTy4YEHHBIE
JAHHBIC O BBICOKUX 3HAYCHHSX KOPPEISAIHH
MEXIy CIydallHbIM WHOPUAMHIOM U TPYy30M
AJl u AP HacnencTBeHHBIX 00JIe3HEH B POCCHIA-
CKUX TOIYJIALUAX MO3BOJSIOT IMPEAINOJIararh,
YTO JApeii() reHOB BBICTYIAET B KaUECTBE BEIy-
mero ¢akropa, ompenesstomiero auddepeH-
nuanuro HOHYJBIHI/Iﬁ II0 OTATOIICHHOCTHU Ha-
CIICJICTBEHHBIMH Oone3HssMU. B pesymnbrare
npeiida TeHOB CIydallHBIM 00pa3oM MPOHMCXO-
AUT U3MCHCHUEC T'CHHBIX 4YaCTOT. B cirydac C
PEIECCUBHBIMY ~ 3a00JICBAHUSAMU  CITyYaiHBIN
WHOPUAMHT B OTPAaHWYCHHOH MO YHCICHHOCTH
H3OHHpOBaHHOI71 IonyJjAlru NpUBOAUT K ITOBBI-
IICHUI0 YaCTOTHI KaKOTro-JIM0O reHa MpH mepe-
X0JIe OT OJIHOTO TOKOJEHHS K APYroMy, B TOM
qiclie W TEeHOB HACJIEICTBEHHBIX OOJNE3HEH W,
TaKUM o6pa30M, IIOBBIIIIACT HIAHCHI BBIIICIIIIC-
HUS TOMO3WUIOT TI0 PEIECCHBHBIM TI'€HaM Ha-
CIICICTBEHHBIX O0JIe3HEeH. DTHHYECKas H30JIs-
s HOHy.TI;IHI/Iﬁ 1, KaK CJIICACTBUE, IIPOABIICHUC
3¢ HEeKTOB CllydyailHOro MHOPUIMHIA B HUX MO-
TYT TaKkXe MPHUBOAWTH K YBEIWYCHHUIO YHCIA
OOJBHBIX C HEKOTOPHIMHU TOMHUHAHTHBIMH 3a00-
neBaHUsIME — 3 PEKT poIoHaAYATEHUKA.

B Hammx TOMyNANMOHHO-TEHETHYECKUX
HCCIIEIOBAHUSIX Hapsy C OLICHKON CIIy4aiHOTO
I/IH6pI/II[I/IHFa MPAKTUYCCKU JIsI BCCX M3YyUYCH-
HBIX TOMYJISIUN MbI MOJYYaId TaKXKe OICHKH
WHJEKCa 3HJOTaMHH KaK JO0JH OpakKoB, 3aKIIO-
YCHHBIX BHYTPH HNOITYJIAIUA 10 OTHOUMICHHUIO KO
BCeM OpakaM, 3aKJIIOUEHHBIM B IOMYJISIHH.

1 2 3 4 5

6

7 8 9 10 1" 12 13

3HaueHus (Fg x 107)

W f(AR)

& f(AD)

Puc. 6. Perpeccuonnas 3aBucuMocTh oTsrouieHHocTy nomyisinuit AJ[ u AP maronorueil oT ypoBHS ciaydaii-

Horo nHOpunuHTa (Fy) B 9THX HOMyIAIHAX.
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Puc. 7. 3aBucumocts otsromieHHoctTd AJl u AP
MaToJIOrMu OT YPOBHSA SHAOTaMUHU HOHyﬂﬂHMﬁ.

Koneuno, cnmyuaiiHblii WHOPUAMHT M HWHIEKC
SHJIOTaMUU CBSI3aHBI MEXY COOOM, HO B TO XK€
BpeMs WHAEKC DPHIOTaMUU JaeT MpeACcTaBIeHHE
00 MHTCHCHUBHOCTU NaBJICHUS MUTpaluii. 3Ha-
YEHUSI MHJIEKCA SHAOTaMUU B U3YUYEHHBIX pOC-
CHUICKHUX MOMYJISIHSIX CTONb e BapuaOelbHBI,
KaKk W 3HAYEHWs CiaydaiiHOro WHOpumawHTa. B
[IEJIOM OHH BHIIIEC B CEIbCKUX TMOMYJIAIHSIX, HO
HM3MEHYHUBOCTh MHJIEKCA SHIOTAMHUU BBHICOKA KaK
B TOPOJCKHX, TaK U B CENBbCKHUX MOITyJISAIUAX.
Ha puc. 7 moka3zaHa perpeccMOHHasl 3aBHUCH-
MOCTh pa3mepoB rpy3a AJl u AP 3aboneBanwmii
OT ypOBHS MHJIEKCA PHIOTaMUU B 00CIIEOBaH-
HBIX TOITYJISIUSIX.

KoadduimenTsl Koppensiun Mexay 3Ha-
YeHWsSMU WHJAEKCAa JHAOTaMHUU M paclpocTpa-
HeHHoctH AJl m AP 3aboiieBaHuil cOCTaBHIIN
cootBeTcTBeHHO 0,87 £0,24 1 0,71 £ 0,35.

B nmonynsuuoHHBIX HCCIEAOBAHUIX, MPO-
BeJleHHBIX B Pecrybnmkax Mapuii D1, Yysa-
mus U Y AMYPTHS, TIIe JUIsl ONUCAHUS TeHETH-
YECKOUM CTPYKTYphI MOMYJISIUNA UCIOIb30BaHbI
pa3inyHble TEHETWYEeCKHEe MapKepHbIE IIOJIHU-
MOp(hHBIE CHCTEMBI, MBI TPUMEHSITH METOIBI
KOMIIBIOTEPHOM KapTorpaduu. OTH METOJbI
MO3BOJISIIOT MTPOBECTH MPOCTPAHCTBEHHYIO WH-
TEPIIONIANNIO YacTOT ajuieNiel, 9TOOBI OIEHUTh
HEU3BECTHYIO YacTOTY ajlieNisd B MECTe, IpoMe-
JKyTOYHOM MEXKIY NBYMS ITYHKTaMH, TJI€ STH
94aCcTOTHI M3BECTHBI. MBI IOJIaraliy, 9To KOMITh-
oTepHas kaptorpadus s TeorpaduaecKu
OTPAaHUYCHHBIX TEPPUTOPHUI, 3aCENCHHBIX 3T-
HUYECKH IOYTH OJTHOPOJIHBIM HAacelleHHEeM (B
CEJIHCKOM MECTHOCTH), MOXKET OBITh HCIIOIB30-
BaHa KaK aHAIUTUYCCKUNA WHCTPYMEHT.

Ee ogauM apryMeHTOM B MOJIB3Y TOTO, YTO
Ipeid TEHOB SIBIICTCS BEAYIIHM (PaKTOPOM,

OTIPEACTSIONINM BO3HUKHOBEHHE T€HETHYECKOM
muddepeHIuaiy  MOMyJIAIAA 0 TPy3y Ha-
CIIC/ICTBEHHBIX OOJI€3HEH, SIBJISIETCS CpaBHEHHE
KapT pacrpeieneHusi Ha Teppuropun Uysammm
0000IIIEHHBIX TEHETHYCCKUX PACCTOSHUNW OT
cpeqHeuyBalckux 9actot renoB AP, AJl 3a6o-
nesanuii u nomumopdueix JHK soxycos
(puc. 8-10) (HypbaeB u nmp., 2004). Metozast
MOCTPOCHUS TeHOTreorpapUUECKIX KapT MHOTO-
KpaTHO WU3Jarajiuch panee (CM., HampuMmep,
«HacnencTBeHnple 00J€3HN B MOMYJANUAAX Ye-
nmoBeka», 2002), mosToMy MBI He OyleM ocTa-
HaBJIMBATbCA HA HUX B TaHHOW CTaThe.

Koaddumuent koppensiuun Mexmy KapTa-
MU T€HETHYECKHUX PACCTOSHUH IS TOIUMOpPd-
HbiXx JIHK 10KyCOB M r€HETUUYECKUMH paccTos-
HUSMU, paCCUMTaHHBIMU I reHOoB AP 3a0oie-
BaHu#, coctasun 0,6407. KoaddummeHnt koppe-
JSIIMKA MEXAY KapTaMu OOOOLICHHBIX T'eHETH-
4YecKuxX paccrosHuil s reHoB A/l 3abonesa-
Huit u nomumopdHbx JIHK-nokycoB cocraBun
0,6113. Koaddumuent Koppersmur MEKITy
KapTaM{ TEHETUYECKUX paccrosHuit st AJl u
AP renos coctaBui 0,7399. Cxonublii 110 BeIU-
guHEe KO3 (OUITMEHT KOPPENSAIHA MEX Ty KapTa-
MU CpeIHUX TEHETHYECKHUX pPACCTOAHUN s
NOTMMOP(HBIX TEHETHYECKUX MapKepoB M Te-
HOB PEIECCUBHBIX 3a00JIEBaHUH MOYYeH HAMH
paHee mpu m3ydeHHH HaceneHus PecryOmmku
Mapuii On (HacnmeactBeHHbie 0ONE3HH...,
2002). Tak xak auddepeHIHanus TOMY IS
[0 YacToTaM MOJUMOP(GHBIX TE€HETHYECKUX
MapKepoB ONpEJeNseTcsl INPEeHMYIIeCTBEHHO
IpeiioM reHOB M B OMpeNesIeHHOH Mepe MU-
TPallMOHHBIMHA XapaKTEPUCTUKAMHU, TO CXOJICT-
BO KapT T€HETHUYECKUX PACCTOSHHUM IS yCIIOB-
HO HEHTpaJIbHBIX T€HOB W T'€HOB HACJIEACTBEH-
HBIX 0OJIe3HEH SABJIIETCS yOeTUTETbHBIM CBU/IE-
TEJIbCTBOM, C Hallleld TOYKH 3PEHUs], POJIU Jpeii-
¢da reHoB B nuddepeHIHANNN TOMYISAIUNA 1O
TeHaM HaClleZICTBEHHBIX OOJIe3HEH.

Pa3noo0Opa3ue HacjieACTBEHHBIX 00JIe3HeI
B POCCUICKUX MOMYJISIIIUSIX

B 00cnenoBaHHBIX POCCUUCKHUX TIOITYJISIIH-
sIX 00IIel YUCIEHHOCThIO OoJiee 2,5 MITH Yelo-
Bek BbiABIEHO 199 AJl, 165 AP u 48 X-cu. pe-
IIeCCUBHBIX 3aboneBanuii. Becero 412 paznnu-
HBIX HO30JorHuecknx (opm. BepostHo, ucTun-
HOE€ YHUCIIO HO30JIOTHYECKHX (hOPM, 3apPETUCTPH-
POBAaHHBIX B XOJI€ MCCIIEZIOBAHHUSA, MOXKET OBITh
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Puc. 8. Kapra pacnpenenenns 06001IeHHBIX TeHeTHUECKHUX paccTosiHni o Hero momimopdubix JJHK mapke-

poB B UyBaiuuu.

ITpu yTeHUH KapThl HEOOXOIMMO YUUTBIBATh, YTO CAMBIMH CBETJIBIMU TOHaMH 0003HaueHbI HanboJiee OIM3KHE K CpelHe-
YyBAaIlICKUM 3HAYCHUSIM (HAaMMEHBLINE I'€HETHYECKHE PAcCTOSHUS), Hauboyiee OTKIOHSIOLIMECS OT CPeIHMX 3HAUCHHH
(HanborpIne TeHETHYECKUE PACCTOSHUS ) — MHTEHCHBHO TEMHBIMH TOHAMH.

CYIIIECTBEHHO OOJIBIINM B CBSI3U C TE€M, YTO BO
MHOI'uX CiIiy4asx Mbl HC MOIJIM TOYHO IMWArHo-
CTUPOBATh HO30JOTHYECKYIO (OPMY Ui TPYIIIT
TeHETUYECKH TEeTepPOTeHHBIX 3a00JeBaHWH, Ta-
KHUX, HalpuMep, KaK TMHATMEHTHBIA PETHHUT,
KaTapakTa, HaCJICJACTBEHHAs MOTOPHO-CEHCOPHAs
HEWpomaTHs, HECHHIPOMAaNbHAas BpPOXKICHHAS
TIIyXoTa U T. A. B Ta0I. 4 npencTaBieHb! JaHHBIC
0 YKCJIC HO30JIOTMYECKHX (hOpM, 3aperHCTPHPO-
BaHHBIX B Xoje uccnenosanus AJl, AP u X-cig
3a00JICBaHMIA, a TAKXKe O 4KciIe OONBHBIX, OTATO-
IIEHHBIX  HACIEICTBEHHHIMH  3a00JIEBaHMSMH,
BCTPETUBIIUMUCS C Pa3HON 4acTOTON (3MHUCHKO
u 1p., 2001a, 6, 2002; T'uaTep u ap., 2005).

B 1abx1. 4 BCce 3a0o0neBaHus pa3AcieHbl Ha
5 Tpy1i B 3aBUCUMOCTH OT YaCTOTEI BCTpEUaAC-
Moctu. YacTeie HACIIECTBEHHBIC 3a00ICBaHHUS
(BcTpeuaromuecss ¢ OoJybImeld 4acTOTOH, YeM

1 : 50000) o 9uCITy COCTABISAIOUINX X HO30-
JIOTHYECKHX (OPM TPEACTABISAIOT OYCHb HE-
Oonpmyro goiro cnekrpa (AL — 6,5 %, AP —
5,2 %, X-cir — 12,5 %). Yacteie 3a00iieBaHMs
BCTPETWJINCh TPAKTHYECKH BO BCeX 00OcIeno-
BAHHBIX POCCHMCKUX MNOIyJsuusx. Bmecre ¢
TEM JIONA TAalMeHTOB, CTPAJAIONIUX YaCTHIMU
3a005IeBaHUSAME, HETIPOIIOPIIMOHATIFHO BEINKA,
cocraBiss kak g AJl, Tak u gus AP 3a6oie-
Baunii He meHee 50 %, a mua X-ci 3aboieBa-
Huid 65 %. K yacteiM A/l 3a001eBaHUAM OTHO-
CSITCSI: HAcINEJICTBEHHBIE MOTOPHO-CEHCOpPHBIE
ueriponaruu (0,45 Ha 10000 oGCmenoOBaHHBIX
4yenoBek), Heipopudpomaros (0,50), mTo3
(0,31), murmentnerit perunut (0,22), BpoXk-
neHHas karapakta (0,39), rUmoxoHApOILIa3HUs
(0,49), nocrakcuanbhas nomumaktuaus (0,23),
MHOXECTBEHHBINH numomaros (0,25), Bymberap-
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Puc. 9. Kapra pacnpenenenus 00OOIIEHHBIX T'€HETHYECKMX paccTOSHUM 1o Hero reHoB ayTocoMHO-
peneccuBHBIX 3a0oneBannii B UyBammu. O6o3HaueHus, KaK Ha puc. 7.

Tao6auna 4

Uwicio HO30JIOTHYECKUX (POPM H YHCIIO OOJTBHBIX, BBISIBICHHBIX
B IIPOIIECCE TEHETUKO-3THIEMHUOJIOTHYECKOT0 HecieaoBanmsl 11 pOCCHICKUX TOITY IS

Yucio Ho30510THYeCKUX (hopM Yuelo 6oJbHbIX
PacmpocTpaHeHHOCTE 3a00JICBaHHIA ALl AP Xocu A NG Xoon
1 : 50000 u gamme 14 7 5 1780 1049 293
1:50001 -1 : 100000 14 10 1 475 373 13
1:100001 —1 : 200000 21 5 6 389 99 60
1:200001 —1 : 500000 54 24 9 433 203 29
1 : 500001 u pexe 97 119 27 226 208 35
Bcero 199 165 48 3303 1932 430
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Puc. 10. Kapra pacmnpeneneHuss 0OOONICHHBIX TE€HETHYECKHX paccTOSHUH 1o Hero TeHOB ayToCOMHO-
JIOMHUHAHTHBIX 3a00ieBaHuii B UyBarvu. O603HaueHns KaK Ha puc. 7.

HBI wxTHO3 (2,03), JamOHHO-IIOMOIIBEHHAS
keparonepmus (0,32), HecuHApOMaNbHAs TIYy-
xota (0,51), cuagpom Mapdana (0,30) u cun-
npom Onepca-Jlanmoca (0,32). Yacteix AP
3a00JIeBaHMI BCEro 7: MpOTrpeccUpyromas Mbl-
mieyHass JUCTpodusi, MOICHO-KOHEYHOCTHAS
(0,27 ma 10000 oOciemoBaHHBIX), HECHHAPO-
ManbHas onuroppenus (0,43), mukpouedanus
¢ omurodppenueit (0,43), nUrMeHTHas AercHe-
parust cerdarku (0,51), BpokeHHasi KaTapak-
ta (0,33), uxtro3 (0,20) m HecHHIpPOMATHLHAS
HelipoceHcopHas Tyroyxocte (1,41). K ugac-
ThIM X-CI| 3a00JI€BaHUSIM OTHOCSATCS: MHOIIA-
s [romenna (0,25 wa 10000 obcnmenoBaH-
HBIX MyXuuH), onurodpenus (0,48), HAUCTarM
(0,22), uxtno3 (0,53) u remopunus A (0,43).
W3 Tabn. 4 Takke BHIHO, YTO OCHOBHAs
Macca HO30J0ruueckux (opm aias 3abosieBa-
HUHM CO BCEMH THIIaMHU HaCJEeIOBAaHUS MPHUXO-
nmutcst Ha penkue popmel. [Ipu oOcnenoBannu

KaXIO0H HOBOW MOMYJISIIMUA JOCTaTOYHO OOJIb-
LIOH YMCIEHHOCTH KpOME MPAaKTH4eCKu 00s13a-
TENBHBIX YacThIX (OPM BEISABISETCS OIpelie-
JIEHHOE YHUCIIO CITyYalHBIX peaKux (Gopm, Ips-
MO 3aBHCSIIEE OT YHCICHHOCTH O0CIeoBaH-
HOW MOMyJSUUH. 3aBUCHUMOCTb 4YHCJa BBISB-
JIEHHBIX HO30J0THYeCKUX (hopMm kak AJl, Tak u
AP 3aboneBaHusi OT YUCIEHHOCTH 00CIeI0-
BaHHOTO HACEJCHUS XOPOILO OMHCHIBAETCS
(hopMynamMu JHMHEWHOW pPErpecCHOHHOW 3aBH-
cumoct. CriefyeT HaloOMHHUTH, YTO TEOPETH-
YeCKH MBI MOIJIM BBIAIBUTH MNPH MEIHUKO-
TeHETUYECKOM OOCIIEZIOBAaHWUHU TOMYJISAIHH 00-
mee 2000 pa3mU9HBIX HO30JIOTHYECKHX (OopM
HACJIC[ICTBEHHBIX OOJIe3Hel, a B HACTOsIIee
BpeMs 3aperucTpupoBano uyTh Oonee 400 Ho-
3omorudeckux ¢opM. COBEpIIICHHO OYEBHJIHO,
YTO CHEKTP PeAKHX (OpM He SIBISETCS Xapak-
TEPUCTHKON TeHo(oHIa 00CIeOBaHHBIX MO-
IyJISAWH, TaK KaK MPH TTOBTOPHOM HUCCIIEI0BA-
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Taoéauna 5

3aBHUCHMOCTD JoJei PEUCCCUBHBIX 3a00J1€BaHUIi C pa3H0171 PacnnpoCTpaHCHHOCTBIO
OT YHUCJIICHHOCTH 06CH€HOBaHHOﬁ nomnyJasannun

PacrnpocTpaHEeHHOCTh PELieCCUBHBIX 3200 IeBaHMIl
o | ot [ || |
1 225601 0,361 0,278 0,361 -
2 280700 0,387 0,161 0,452 -
3 264700 0,561 0,195 0,244 -
4 264490 0,352 0,296 0,352 -
5 276900 0,333 0,274 0,392 -
6 426700 0,282 0,130 0,587 -
7 444476 0,245 0,122 0,633 -
8 806090 0,211 0,122 0,322 0,344
9 873176 0,180 0,056 0,347 0,417
10 1679266 0,149 0,052 0,158 0,640
11 2023276 0,134 0,052 0,119 0,694

[Ipumeuanne. 1 — Koctpomckast obmacts (10 paitoHoB); 2 — KpacHomapckuii kpait (4 paiiona); 3 — KupoBckast 06macTs;
4 — Yysammsi; 5 — Mapuit On; 6 — KpacHonmapcekuit xpaii (6 paitfonos); 7 — Kocrpomckast o6macts (10 pationos u r. Kocr-
poma); 8 — Kuposckas obnmacts + UyBamms + Mapwuit Oi; 9 — KpacHomapekwuit kpait + Koctpomckast obmacts; 10 — 8 + 9;

11 — Bce 0OcneI0BaHHBIC MOMYJISIINH.

HUU, CKaXKeM, CJIEAYIOIIErO MOKOJICHUS TOU ke
MOMYJISIIAA  OH MOXET OBITh COBEPIICHHO
WHBIM. B X0J1e Halllero MeIuKo-reHeTHIeCKOoro
WCCIICJIOBaHUsL y HAac ObUIa BO3MOXXHOCTH Ha-
OmosiaTh, Kak MEHSJIUCH JOJU 3a00JIeBaHUH,
BCTPETUBIIMXCS C Pa3HON YacTOTOH B 00OCIIe-
JOBAaHHBIX IMOMMYJIALUAX. Pe3YJII)TaTI)I 9TUX Ha-
OJIFOJICHUIT TIPE/ICTABIICHEI B TA0I. 5.

N3 Tabn. 5 BUAHO, YTO OJIA PEIECCUBHBIX
3a00IeBaHMi, BCTPEUAIOIINXCA C Pa3HOM pac-
MIPOCTPAHEHHOCTHIO, OCTAIOTCSI IPUMEPHO OJIU-
HAaKOBBIMA TIpU OOCIIEZIOBAHWUHU  TTOMYJISIIHIA
MPUMEPHO OJINHAKOBOM uHclieHHOCTH. [To Mepe
YBEJIIMYCHUS YHUCICHHOCTH  OOCIEIOBaHHOIO
HaCeIleHUs! JIOJM OTHOCHTENBHO YacThIX 3a00-
JIeBaHUM, BCTPEYAIOLIUXCS C 4YacToTou mo 1 :
500000 gemoBeK, YMEHBIIAIOTCA, a A0S pei-
KHX PEIECCHBHBIX 3a0OJICBaHMIA, BCTpEYArO-
muxcs ¢ gactoTod Menbmie, geM 1 : 500000,
HaYMHAET PE3KO BO3PACTaTh.

[To-BuanMoMy, JaHHBIE O AOJSIX HACIHEACT-
BEHHBIX 3a00JI€BaHNI, BCTPEYAIOIIUXCS B TIOITY-

JSAIUH C Pa3HOW pacnpOCTPAHECHHOCTbBIO, MOJTY-
YeHbl HaMH BIepBble B Mupe. OHHU MO3BOISIFOT
MOJIyYUTh MPUMEPHYIO OIICHKY YacTOThI I'€HOB
PEIECCUBHBIX 3a00JIeBaHUN HA TEHOM HPSIMBIM
metosom (Dorens, Motymnbckuii, 1990). Ilo
nanabiM Ha 2004 r. Koncopuuyma «I'eHom ye-
JIOBEKa», TEHOM CoAepkHUT 20—25 THIC. TCHOB,
KOJUPYOIUX Oeiku. Eciau npuHATh, 4TO MOJIO0-
BHHY M3 HUX COCTaBISIOT PELIECCHBHBIE T€HBI, a
[OJIOBUHY U3 TMOCJICHUX T'CHBI, BBI3BIBAIOIIUEC
pelleCCUBHEBIC 3a00JICBaHMs, TO OKa3bIBACTCH,
YTO MyTallUU MPUMEPHO 5—6 ThIC. TEHOB CO3/a-
IOT TPY3 BPEIHBIX PEIECCHBHBIX T€HOB B TOITY-
JAIUSIX YenoBeka. Ecnm BOCHonb30BaThes IMO-
JYYEeHHBIMH HaMH JIOJISIMU PELIECCUBHBIX 3a00-
JIeBaHW, BCTPEYAIOIINXCS B TOMYJIALNNN C pa3-
HOHM pacmpoCTPaHEHHOCTHIO, TO MPUMEHUTEIh-
HO KO BCEM PEIIECCUBHBIM 3a00JICBAHUSM YEJIO-
BeKa 3a00JieBaHMI, BCTPEUAIOMIMXCS C YacTo-
tori 1 : 50000, nomxkHO ObITH 650, C YacTOTOM
1 : 150000 — 250, ¢ gactoroii 1 : 350000 — 600
u ¢ yactoroil 1 : 750000 — 35000. B sTom ciy-
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Yae TMPOCTON pacdeT CyMMBl YacTOT PElEeCCHB-
HBIX T€HOB, BCTPEYAIOIINXCS C Pa3HOW HacTo-
TOM, MOKA3bIBAET, YTO MEpBasi IPYIINa PELIeCCUB-
HBIX T€HOB 11act 2,9, Bropas — 0,65, Tpetbs — 1,02,
yeTBepTast — 4,2 pelieCCUBHBIX T€HOB HACJEACT-
BEHHBIX 00JIe3HEH Ha reHoM. B 1iemom rpy3 pe-
LIECCUBHBIX TEHOB HACJIEJACTBEHHBIX 3a00JicBa-
HUA coctaBuT 8,8 reHa Ha TeHoM. Ilo-
BUIUMOMY, OTy BEIUMYUHY CIEAyeT CUHUTATh
3aBBIILIEHHOM, TaK KaK JOJU OTHOCUTEIBHO Yac-
TBIX PEIEeCCUBHBIX 3a00JIeBaHUH (BILIOTH [0
1 : 500000), BeposATHO, TakKe 3aBBIMICHBI, a
noau penakux (opm 3aHmwkeHbl. JlanbHEUIe
WCCIICIOBAHUS W YBEIHYCHHE YHCICHHOCTH
00CIIETOBAHHOTO HACeJIeHUS TO3BOJSAT IMOIy-
YEHHBIC OIICHKHU CIeNaTh 00Jiee TOUHBIMH.

B nuteparype omucaHbl MHOTOYHCIICHHBIC
IpUMephl BIWSIHUA JApeida TeHOB U 0coboit
STHUYECKON HCTOPUHU, KOTOpHIC OMPEACIIAIN
HaKOILJICHUE PEIKOH, MPEUMYILIECTBEHHO pe-
LECCUBHOM HacieACcTBeHHOUW mnarosiorud. Ca-
MBIMH W3BECTHBIMH SIBJISIIOTCSI  HAKOTUICHHE
PEAKUX HACJIEACTBCHHBIX OoJie3Hel y (GUHHOB
(Oonee 25 ayTOCOMHO-pPELIECCHBHBIX, 2 ayTo-
COMHO-JIOMHHAHTHBIX B 1 X-cIT 3a00JIeBaHs) U
eBpeeB-amkenasn (Nevanlinna, 1972; Good-
man, 1980; de la Chapelle, 1993; Peltonen
et al., 1995; Sankaranarayanan, 1998). Kaxk
MIPAaBIJIO, B DTOM CIy4dae B COCEIHHX ITOMMYJIs-
LUAX COOTBETCTBYIOIIME HACICACTBCHHBIC 3a-
0oJIeBaHHS BCTPEYAIOTCS C CYLIECTBEHHO Oolee
HU3KAMH YacTOTaMH WM JakKe€ HE BCTPEUaroT-
Csl BOBCE.

Cpenu WCCIEIOBAaHHBIX HAMM  IIOITYJISIHIA
CIlydad HAKOIUICHUS] 3THHYECKH TMPHYpPOYCHHOM
penKoil HacIeCTBEHHO!N MATOJIOTHH BBISIBJICHBI Y
MapUHIIEB — PELIECCUBHBIN TUIOTPUXO03 U Y UyBa-
el — TOT e PEeleCCUBHBIN TUIIOTPHXO03, perec-
CUBHBIN JIETAIbHBIM OCTEOIETPO3, PEIIECCUBHBIN
SPUTPOIIMTO3 U OJIHA U3 (POPM JTIOMUHAHTHOU Opa-
xugaktin (Iuatep U np., 2001; 3uHYeHKO U
ap., 2003, 2004). Jpeiid reHOB B 3THX ABYX II0-
MYJAUAX MOXET OBITh 00YCIIOBJIEH BCE €IIle CO-
XPaHSIOIIEHCs dTHUYECKON u3omsanueil. Bepost-
HO, TaKXKe uMeeT MecTo dPPEKT POIOHAYAIHHH-
Ka, MPOJEMOHCTPUPOBAHHBI B OTHOIIEHWH OC-
teonierposa (I'untep u ap., 2001).

Hapsiny ¢ BelaeneHreM 3THUYECKH TIPHYPO-
YeHHBIX 3a00JIeBaHMII HAMU TIPOBENIEH aHAIIN3
BCET'0 HO30JIOTHYECKOTO CIIEKTPa HACIIEIACTBECH-
HBIX 3a00JICBaHUN Ha PaBHOMEPHOCTH pacipe-
JEJIEHUS] OTIENbHBIX HO30JOTHYECKUX (GOopM B

pasHBIX ITHUYECKUX TpPYyNIax, paccMaTpuBae-
MBIX B Hallled BBIOOPKE: PYCCKHE, MapHHUIIH,
qyBallk, yAMYPThl U aabiredipl. Cpenu ayTo-
COMHO-TOMHHaHTHBIX (A/]) 3abomneBanuii psn
3a00meBaHuil MOKa3an HEpaBHOMEPHOCTh pac-
NPOCTPaHEHHUST B PacCMATPUBAEMBIX OJTHHYE-
ckux rpymnax: A/l MUrMEeHTHBIA PEeTUHUT AOC-
TOBEPHO dYallle BCTPEYaeTcs Cpeld PYCCKOTo
Hacenerus (0,04 ma 1000), uem y mapuiilieB
(0,01), uyBameit (0,015), yamyptos (0) u anbl-
reitieB (0). Cpenn pyccKux MOMYJISIIUA B pac-
MIPOCTPAaHEHHOCTH JAaHHOTO 3a00JIeBaHUS JIOC-
TOBEPHBIX pa3iuiuii He HabmoxaeTcs. Pacnpo-
cTpaHeHHOCTh A/l ByJbrapHoro uxrtuosa u AJl
JIaIOHHO-TIOZOIIIBEHHOTO THUIIEPKEpPaTO3a BHIIIE
y MapwuitiieB (1 : 1430 u 1 : 11450 coorBercT-
BeHHO), uyBamei (1 : 2180 u 1 : 9400) u yn-
myptoB (1 : 2930 u 1 : 7400) mo cpaBHEHHIO C
agpiredinamu (1 10000 u 0) u pycckumu
(1 : 7000 u 1 : 40500). Helipopubpomaro3 ua-
me BcTpedaeTcst cpexam uysameit (1 : 8950),
MmapwuittieB (1 : 10100) u agpireimie (7500) u
pexe y pycckux (1 27230) m yamMypToB
(1 : 17260). Cpeau ayTOCOMHO-PELIECCUBHBIX
(AP) 3aboneBanuii Taxke BBIIBHIACH audde-
pEHIMAIMS MEXIy ITHOCAMH: XapaKTepHOEe U
YyacToe IJIsl eBPONEHCKUX MOMyJsiuuii 3abome-
BaHUE — (DEHMIIKETOHYpHS — Yallle BCTpedyaeTcs
cpenu pycckoro HaceneHus (1 : 46139) u cyme-
CTBEHHO pexe y wMapuiiueB (0), dvyBamen
(1 : 178000), ymmyptos (1 : 80000) u amgpireii-
meB (0). I[lomydeHHBIC MaHHBIC SBIAIOTCS €IIC
OJTHM KOCBEHHBIM JJOKa3aTeIbCTBOM BIHMSIHUS
TeHEeTHYECKOTo apeiia Ha CIEKTp HaciencT-
BEHHBIX OOJIe3HEH.

B o6mem Buae npeid reHoB JOJKEH MpH-
BOJIUTH K JIOKAIbHOMY HAaKOIJICHUIO HACIEICT-
BEHHOM MATOJIOTHH, XOTS MBI HE MOKEM HCKITIO-
YUTHh MPEINOJOKEHHE O TOM, YTO HCXOTHAs
STHUYECKAsT M30JALUS TOMyJISIANA  SIBIsSETCS
NpUYUHON Jpeiia TeHOB, KOTOPHIH, B CBOIO
ouepens, 0OyCIOBIMBAET HAKOIJICHHE HacCIea-
CTBEHHBIX 0oje3Hel. /[ Toro 4ToObI BBHISBUTH
oyard JIOKaJbHOTO HAKOIUJICHUS HACIIEACTBEH-
HBIX OOJe3Hel, CpaBHUBANACh PaCIpOCTPaHEH-
HOCTB OITPEJIEIIEHHOTO HACIIEZCTBEHHOTO 3a00-
JIeBaHUS B KOHKPETHOH MOMYJSIHMU C Paclpo-
CTPaHEHHOCTBIO 3TOTO 3a00JIEBaHMS BO BCEM
oOciiemoBaHHOM HacedeHud. [1pru 3ToM uconb-
3oBanock F-pacrpenenenve (mo JXuBOTOBCKO-
My), IPUTOJHOE AJIsl CPABHEHUS PEAKHX COOBI-
taii (OKuBotoBckuit, 1991). Cpenn noMuHAHT-
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KoadbduumeHTbl HakonneHus
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Puc. 11. 3HaveHus KodQPUIHNCHTOB HAKOILICHUS
AJl u AP HacnencTBeHHbIX Gonesneii (107°) u ciy-
qaiinoro nu6punmara Fy, (107°) mo TIOTTYJIALIUSIM.

1 — Mapuit On (Mmapuiipl); 2 — Mapuii D1 (pycckue);
3 — Agppires (agpreiiup); 4 — Uyamms (dyBaiim);
5 — Kocrpomckas obmacte; 6 — KpacHomapckuii kpaif;
7 — Kuposckast o6racts; 8 — bpsiHckast 061acTs.

HBIX 3a00JIeBaHUH BBIABIIEHO 33 cilydas UX Ha-
KOIUICHUSI B OTAETBHBIX MOMYJSIHAX, a CPEAH
AP 3aboneBanuil ciy4acB JIOKaJLHOTO HAKOII-
nieHust HaiiieHo Bcero 13. Jlns BBISABICHHS BO3-
MOJKHBIX MPHYWH JOKaJHHOTO HAKOIUICHHUS OT-
JeNbHBIX Ho30sorndeckux Gopm AP u A/l 3a-
0oJieBaHUI TTPOBEACH KOPPEISIIIMOHHBIN aHATU3
MeX]ly 3HAYEHUSIMH CITy4alfHOTO WHOPUAWHTA U
Kod(hPUIMEHTOM HAKOIUICHHS, KOTOPHIH OIpe-
JICNSICTCS KaK OTHOIIEHHE YKCIa HO30JIOTHYe-
ckux opm AJl mmm AP 3aboneBanuii B o0Ocie-
JIOBaHHOW MOMYJISAINH K €€ YHCICHHOCTH. 3aBH-
CUMOCTh KO3 (HUIIMCHTOB HAKOIUICHUS HACJe/-
CTBEHHBIX 0OJIC3HEH B MOMYJISAIUAX OT CIydaii-
HOTO MHOPUWIMHTA MpeACTaBiIeHa Ha puc. 11.
KoaddunuenTtsl koppensnun Mexay Kod¢-
¢unmentamu Hakorenus AJl u AP macnenct-
BEHHBIX OOJIe3HEH M CIydaiiHhIM MHOPUIUHTOM
(Fs) coctapwm » = 0,85 £ 0,21 m »= 0,95 £ 0,13
cootBercTBeHHO. Koaddumuent koppensiun
Mexay HakomueHueM AJl u AP cocraBun
r = 0,94 £ 0,14 (3Bungyenko, 2001a, 6). Takum
o0pa3oM, TMPOBEACHHBIC HAMH HCCJICIOBAHUS
MO3BOJIMJIM YCTAaHOBHTB, YTO BEAYIIMM (HaKTo-
POM TIOMYJIAIIMOHHON TUHAMHKH, OTPEIeISIO-
M mudepeHInanui0 POCCHMCKUX TOMYJIs-
U 10 PaCIPOCTPAHCHHOCTH MEHICIUPYIOIICH
HACJICJICTBEHHO! TATOJIOTHH, a TaKkKe 00yCIIOB-
JTUBAIOIINM JIOKAJIFHOE HAKOTUIEHUE OTAEIBHBIX
HACJIEICTBCHHBIX 3a00JIeBaHMI B 00CIIeI0BaH-
HBIX TIOMYJIALUAX, SBIsieTCs aApeitd renos. Kpo-
M€ TOTrO, 3aMETHYIO POJb WTPAIOT 3THUYECKAas

WCTOPHS TOMYJSAIWA W MX MHUTPAMOHHBIE Xa-
PaKTEPHUCTHKH.

Pa0oTa BbIMONHEHA NMPU YaCTUYHOM (DUHAH-
cupopanuu POOU (Ne 04-04-48077, 02-04-
49911, 05-04-48135) u PTH® (Ne 03-01-00200).
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Summary

On the basis of genetic epidemiological study the incidence of autosomal dominant, autosomal recessive
and X-linked recessive disorders in 11 regions of Russia was established. The size of the investigated popula-
tion was more than 2.5 billions of inhabitants. Genetic differentiation between populations of different hierar-
chical levels in the load of hereditary diseases was established. Simultaneously with medical genetic study the
population genetic study was performed in the same populations. By comparing of both studies it was pro-
posed that the genetic drift is probable the factor which determined genetic differentiation of populations by
the incidence of autosomal disorders. Genetic diversity of hereditary pathology in the investigated populations
was also under our study. 199 autosomal dominant, 165 autosomal recessive and 48 X-linked recessive dis-
eases were revealed. Most of them were rare or very rare. At the same time the most part of the patients were
affected by the relatively frequent hereditary diseases. With the incidence rate more than 1 : 50000 were 14
autosomal dominant, 7 autosomal recessive and 5 X-linked disorders. There were some cases of local accu-
mulations of hereditary disorders in the investigated populations. It is proposed that the local accumulations
could also be explained by genetic drift. The attempt was made to calculate the number of detrimental reces-
sives per human genome. This number is around 9 recessive genes for hereditary diseases per human genome.





