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(MpepcTasneHo akagemukom B. [ TumakoBbiM 23 V 1973)

Hanb6onee n3BecTHbIM NOAXOAOM K OMpefesieHnt0 YacToTbl CMOHTAHHbIX TeH-
HbIX MyTauuii B 4enoBeYecKUX NOMYNAUMSAX SABASETCH METoA, KOTopbld  Hunb
(*) obo3Haumn Kak «MmeTof crieuudmyeckoro geHoTuna». HecmMoTpsas Ha Heko-
TOpble OLUMOKWN, CBOWCTBEHHbIE 3TOMY METOAY, OH [aeT CPaBHUTENIbHO Hagex-
Hble pe3ysibTaTbl, BOCNPOU3BOANMbBIE B PA3NINYHBLIX Monynaumax (2~4). YcraHos-
NEHVe reHeTUYeCcKOoW reTeporeHHOCTM MHOrMX HacneAcTBeHHbIX 60nesHenn (5,6)
BHEC/NO Aa/ibHelLne YyTOUHEHNA B 3TOT METOZ, YTO Y>Ke MCMO0/b30BaHO Mpu n3sy-
YeHUM MYTaUWOHHOrO npouecca y yenoseka (7,8).

Mo JOMWHaHTHOIM MyTaumu HepodnbpomaTosa 6bi10 NPOBELEHO BCErO 0AHO
nuccnefoBaHne Ha amepuKaHCKol nonynauum (9), cornacHoO KOTOPOMY 4actoTa
CMOHTaHHbIX MyTaumin coctasnsieT 1110-4 Ha 1 rameTy Ha MOKOseHWe. 370 ca-
Masi BbICOKas OLleHKa 4acTOTbl MyTauuii U3 BCeX U3BECTHbIX 4711 Yenoseka. Ha
Apyrux nonynaumax nofgo6bHOro mccnefoBaHMst No HeliporMbpomarosy [0 Cux
nop He MpPoBOAWIoCh. MexXay TeM, OTCYTCTBME 3TUX JaHHbLIX He NMO3BONSET fe-
NaTb orpefeneHHbIX BblBOLOB 00 MHTEHCMBHOCTM  MYTAUMOHHOIO  npouecca
B Pa3HbIX YeNI0BEYECKNX MOMYALMUAX.

HacTosulee wnccnegoBaHWe MOCBALWEHO OLEHKe 4acTOTbl CMOHTAHHOIO BO3-
HUKHOBEHMS AOMUHAHTHOW MyTauum Helipogmbpomartosa (60n1e3HU PekauHr-
Xay3eHa) B OCHOBHOM B PYCCKOW nonynsuun. [as atoro Heo6xoaumo 3HaTb Ya-
CTOTy 3a60/1eBaHMS B 06 MONynsauum U LOM0 CMOPafMyecKmxX CllyyaeB cpe-
I 60MbHbIX HelipohnbpoMaTO30M.

[na onpepeneHus 4acToTbl HelpodmbpomaTosa B 06LLeil NonynAumMm npose-
[eHO unccnefoBaHMe 3TOr0 3ab0sieBaHUSA Cpeau fvu, MPOXOAUBLUMX MedULMH-
CKMIA ocmoTp. MeguuuHCKMIA nepcoHan 6bl1 NoAPo6HO MPOUHCTPYKTUPOBaH Ha
npeameT BbisiBNeHUs Helipodmbpomatosa. Mpu nopo3peHnn Ha 3abonesaHve
(Hanmume MHOXECTBEHHbIX KOXHbIX WM MOAKOXHbLIX OMyX0/ei, NUrMeHTHbIX
NATEH UBeTa «KOo(e C MOMOKOM», HeoOblYHAas BECHYLUYATOCTb MOAMbILLEYHbIX
N NaxoBblX 06nacTeii) obcnegyemble HaNnpPaBASAUCb B VIHCTUTYT MeULMHCKON
reHetmku. lNpegnonaranocb, YTo fvua ¢ 6 M 6onee NATHaMU He MOryT ObITb
nponyLieHbl Npyu MeaULMHCKOM OCMOTpe.

MegaunumHcknii ocmoTp npownun 94 000 yenosek, npu 3tom y 409 nopgo-
3peBasicsl HelpogmbpomaTo3. [loapob6HOe 06cnegoBaHME MOCNEAHUX MOKasa-
N0, 4TO 9 YenoBeK HeCOMHEeHHO CTpajatoT 3TuM 3abonesaHnem. OcCTasibHble Ma-
LUVEHTbI MMENN OAMHOYHbIE WM MHOXKECTBEHHbIE JIMMOMbI, BUTWUINIO, Pa3nny-
HOro poga HeBycCbl (60pojaByaTtble, Kanwuanapo-cocyancTble, GuoposHble 1 ap.),
a Takke 06wnve BeCHYyLUeK. Y 2 nauueHTOB 3amnofo3peH cuHapoM OnbpaiiTta,
98 uMenu OAVHOYHbIE MUIMEHTHble MATHA KO(eWHOro LBeTa, U npu OCMOTpe
rna3 Lienesoii Namnoi Ha npeaMeT BbISBAEHUA (DaKOM pPafy>XKu AMarHo3 He
Obl/1 MOATBEPXKAEH.

[na pacueTta yacTtoTbl Helipothmbpomarosa B 00Lei NonynsumMm Heobxoam-
MO BHECTW MOMPaBKy Ha paspeLuaroLlyto CnoCOBHOCTb AMAarHOCTUYECKOro Kpu-
Tepusa «6 NMUIMEHTHbIX MNATEH». Ha OCHOBaHUW 3TOr0 KPUTEPUS MOXHO BbISBUTb
3/4 cnydaeB 3aboneBaHust (9_“). CnepoBaTefibHO, 9 C/iydasm, BbISB/IEHHbIM MpW

736



MacCcoBOM MeAMLUHCKOM OCMOTPE, AO0/DKHO COOTBETCTBOBaTb 12 cly4vaeB Helipo-
thmbpomartosa BO Bceil rpynne. OTcioga cnegyeT, 4TO yacToTa Heilpodubpoma-
To3a B 06Lei nonynauumn pasHa 12 : 94 000=12,8-10-5.

Kak nokasblBaloT faHHble NnUTepaTypbl, YacToTa Hepodmbpomarosa Koneob-
NeTcs B 3aBUCUMOCTU OT KOHTWUHreHTa o6cnefioBaHHbIX nud. Tak, cpegyn 60/b-
HbIX (KOXHble, 3HOOKPWHOMOIMYeCcKne, opToneauyeckue, OeTCKue u apyrue
neyebHble yupexkaeHus) oHa Konebnetcs oT 28105 go 75-10~5 (9_14). O6pa-
LaeT Ha cebs BHMMaHME BbICOKas 4acToTa 3TOro 3abofneBaHus Cpean nuu, ¢ ym-
CTBEHHOW OTCTanoCcTbio: B 5—10 pa3 valle, Yem cpean Apyrux 60MbHbIX
C.,0’,1).

YacToTa HelpogmbpomaTos3a B 06uleid nonynsumm konebnetca ot 6,9-10 5
po 40-10% (7,13,17~19). 3TM konebaHUsi MOryT 6bITb CBSiI3aHbl C Pa3INUNAMMU
B MeTofax uccnegosaHus. Hunb (*7), a Takke Kpoy ¢ coastopamu (9) npwu-
MEHWIN KOCBEHHbIE METOAbl, OCHOBaHHbIE Ha CyYaiHON perncrTpauumn 60/bHbIX
B 2 pas3/IMyHbIX BbI6OPKaX, 0OAHA M3 KOTOPbIX penpeseHTaTMBHa Ans 06Leli no-
nynsumm, apyras — gns 60MbHbIX (NPUHUMN CAYYaHOTO MEepeKpbITUA Focnu-
Ta/lbHbIX PerucTpauunii). M3 213 60/bHbIX, BbISBAEHHbLIX aBTOpamu npu obcne-
nosaHum 100 cemeid, MPOXXMBaBLUMX B OAHOM M3 paiioHOB LiTata MuuuraH, oavH
60/1bHOM 6blN 3aPErncTpMpoBaH B YUPEXAEHUN AN YMCTBEHHO OTCTanbiX. [1o-
narasi, 4yto 213 VMHAMBMAOB SABMSETCHA Pernpe3eHTaTUBHOWN BbIGOPKOA Ans 60/b-
HbIX HepoMbpPOMaTO30M, MOXHO CKas3aTb, YTO *213 UacTb MX MonNagaeT B 3Tu
yupexgeHuns. Cpeay 6873 nmauueHTOB 3TUX YUPEXAEHWUA 6bl10  06HapyXXeHo
17 onpefeneHHbIX U 3 BO3MOXHbIX cny4as Helipombpomartosa. OTctoga obLiee
KO/NMYECTBO 6O/bHBLIX, MPOXKMBAKOLMX B AAHHOM paiioHe, cocTasuT 17 (20)
*213=3621(4260) 4yenoBeK. AHaNOrNYHbIE pacyeTbl, OCHOBaHHble Ha CpaBHe-
HUWM TOCMAWTaNIbHbIX PerncTpaumin B 2 ropogax wrata (0OHapyXeH Takxe
TONbKO 1 60MbHOM B 2 BbIGOPKax), MOKasann, YTO YMCAO GO/bHBIX COCTaBNSET
1936—3800. Pa3genuB umcno 6OMbHbIX  Ha BCE  HacefeHWe  palioHa
(6 069 568 uenosek), aBTOpblI Monyumnn npegensl yactotel 30(70)-10-5. MMo-
narasi, 4to yactota 3abofieBaHVs B 06LLE NOMNYNALUN He MOXET MpeBbIaTbh
4acToTy ero cpegn 60/bHbLIX (50-105), aBTOpbl MPULLM K BbIBOAY, YTO 4ac-
TOTa Helpodmbpomarosa B Nonynsumm ao/mkHa paBHATbeA 30(40)-10%5,

He wuckntoyeHo, ofHako, 4TO 6O/bHBIE, Monajarollive B 04HO nevyebHoe yu-
peXxaeHue, HUKOrga He nonajatoT B ApYroe M3-3a pasnuuunii B cneundurke aTmnx
yupexaeHuiA. 3ToT akT, oTMeudeHHbIli Kpoy ¢ coaBTopamu (9) Ans yMCTBEH-
HO OTCTa/lbIX GOMbHLIX C HEMPOPMOPOMATO30M, CHIDKAeT pasMep MepekpbITHS,
COOTBETCTBEHHO 3aBbllliasA OLEHKY 4YacTOTbl 3ab0fieBaHUA B MONynauun. Yuu-
TbiBas 3TO 06CTOATENLCTBO, @ TAKKe MUHUMAaSbHbIZ pasMep MepeKkpbITUS, Ha
OCHOBE KOTOPOro aBTOpaMu MPOBeAeH KOCBEHHbIV pacyeT, MOXHO YTBEPXAaTb,
yTo oueHkKa 30(40) -10-5 npeAcTaBnsieT cO60M B My4LLEM C/ly4yae BEPXHWUI npe-
[len 4acToTbl HelipohmbpomaTosa B 06LLel Nonynaumm.

VimeeTca 3 paboTbl, B KOTOPbIX YacToTa Helipogmbpomartosa B MOMynsummn
onpegensnack NpsMbIM MeTogoM. 3n0THMKOB (13) Ha 35 750 340poBbIX Mtoaeli
(HabnofeHWs aBTOpa Haf OTAbIXAOWMMU JOMa OTAbIXa B JIeTHWE  CEe30HbI
1927—1928 rr.) o6Hapy>kun 3 cny4dasi HelipombpomaTosa, 4YTO COCTaB/sET
8,4-10~5. B uccnegoBaHUM OTArOLWEHHOCTU HacneACTBEHHbIMU 60Ne3HAMU Ha-
ceneHna CesepHoil VpnaHgum CtuBeHcOH (18) oOueHMBaeT 4acToOTy Helipo-
(hnbpomartosa 20+ 10-5. B aHanormyHom uccrnefoBaHUM HaceneHus okpyra MioH-
ctep B ®PI depwyep (19), yuuTbiBas BO3pacT MposiB/ieHUs 3abonesaHwuii
(«yacToTa NpmM3Haka B TUMWUYHOM BO3pacTe»), MPUMBOAUT 2 MOACYeTa: 4YacToTy
Mo OTHOLLUEHUIO K YUC/Y POAMBLUMXCA U K YUCAY MPOXUBAKOWNX NNL,  «TUNNY-
HOro Bo3pacTa». Tak, Ana HelpomnbpomaTo3a MepBblii NOACYHET MOKasal Ya-
cToTy 6,9+ 10-5, BTOpOii 15,21 10-5. CnegyeT OTMeTWUTb, YTO A/a 3aboneBaHui,
YyacToTa KOTOPbIX paccyMTaHa Mo OTHOLIEHMIO K 60/ee cTaplium rpynnam Ha-
ceneHvsa (pogmslimmea o 1929 r.'), BTopas oueHka B cpefHeM 6bina B 2 pasa
BbllLle NepBOW, B TO BpeMsi Kak B 6onee MOMOAbIX BO3PacTHbIX rpynnax obe
OLEHKM noytu cosnagann. OTctoda BUAHO, YTO 60/ee cTapLuee MOKOJSeEHWe npe-
Tepneno 6onblive AemMorpauyeckue U3MEHEHUSA, U pacyeTbl MO OTHOLUEHUIO
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K 4nC/y POAMBLUMXCS HYXXHO MPU3HATb HemnpaBOMepHbIMW. B yacTHoCTW, Ans
Helpodmbpomartosa oueHka 15,2+ 10-5 6onee peasbHa.

TakyMm 06pa3oM, OuUeHKa 4acToTbl HelipodmbpomaTo3a B MONynsuuw, no-
Jly4yeHHas B HalleM muccrnefoBaHWKW, COOTBETCTBYET JaHHbIM [pPYrnX aBTOPOB, 3a
WCK/IOYeHNeM OLeHKM Huna, KoTopas onpefesnieHHo 3aBblLleHa.

Jona cnopagnyecknx cnyyaes Oblia onpegenieHa MyTeM K/IMHWUKO-reHeaso-
rmyeckoro aHanmsa 116 cnydaeB Helpodgmbpomato3a. OHa cocTasnsieT 0,77.
OTcrofa MOXHO paccuMTaTb 4acTOTy MyTauui NpsAMbIM METOAOM Mo (hopmyre

L = U28x,

rge it—vactota MyTauuid; S — [ONS CMOPAAMYECKMX Cly4YaeB; X — 4vacToTa
Heipocmbpomartosa B obuleli nonynsauuun. MNoactaBvB  LMGPOBLIE 3HAYEHWS,
Haligem u = '/2+0,77 12,8+ 10~5 = 4,9+ 10-5.

MonyyeHHast OLEHKAa 4acTOTbl CMOHTAaHHOr0 BO3HWKHOBEHWUSI AOMWHAHTHOM
MyTaummn Hepodmbpomartosa Hke oueHkn Kpoy ¢ coaBTopamm (9), y KOTOpbIX
OHa 3aBbllLieHa BC/EACTBMe 3aBbllleHHOro X. ComnocTaBfeHne ¢ AaHHbIMU fnTe-
patypbl (2_4) nokasbiBaeT, YTO JIOKYC Helipombpomarosa MyTUPYET MPUMEPHO
C TaKOW >Xe 4aCTOTOM, KaK NIOKYCbl FeMO(MINA N MbILLIEYHON AUCTPO(UN.

VIHCTUTYT MeAMLUMHCKOM TeHeTUKM MocTtynuno
Akagemnn megnunHCKux Hayk CCCP 23 V 1973
Mocksa
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