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TeopeTuyeckue U COUMNOKYJIbTYPHbIE NPeanocCbIJIKU
M3y4YeHnsa HacneacTBEeHHbIX 3a0oneBaHun
yenioBekKa: UCTopunyeckasl peTpocrnekTtmsa

M COBPEMEHHOe NOJI0XEHUe

Paccmompennst npoyeccor 3apoxcoenus u cmanoeaeHUuss MeOUUUHCKOU eeHemUKU HA OCHO8e AHAAU3A
KOGHUMUBHbIX U COUUOKYAbMYPHBIX aKmopos, 0Ka3aeuiux eausHue Ha pazeumue 0aHHOU HAy4HoU 00-
aacmu. Hzyuenue HacaedcmeeHHbIX 3a004e6aHUT HAUAA0CH 3a00420 00 nepeomKpbimus 3akoHos I. Men-
densi, Komopbie 3a100CUNU HAYYHbLI pyHOamenm meduyunckoll eenemuku. CoepemeHHas MeOUUUHCKAs
2eHemuKa Hauanra gopmuposamocs 6 nepsoii nosogune XX cmonemus, Koeoa Gblau OMKPbIMbL HOBbLE
HacaedcmeenHvle 001e3HU U anpooUPOB8anbl HOBble Memoobl U NOOX00bL 8 UCCAeD08AHUU HACAeOCIMEEHHOCIU
yenosexa. boavwas poab 6 UHCMUMYYUOHAAUZAYUUY HOBOU OUCUUNAUHDL NPUHAOAEHCANA KAK OMOeAbHbIM
BHI0AIOUUMCS VHEHbIM, MAK U YeAblM HAYYHbIM WKOAAM, 3AHUMABUUMCS B0NPOCAMU HACACOCMBEHHBIX
3abonesanuil uerosexa. [Ipoanaruzupoeansl HAy4Hwie U COYUOKYAbIMYPHbIE NPEONOCHIAKU, NOBAUABIIUE HA

BEKMOPbL PA3GUMUSL HOBbIX HANDABACHULL MEOUK0-2eHEeMUMECKUX UCCACO08AHUIL.

KimoueBble ClIOBa: MeOuyuHCKas eeHemuKa, HAcaedosatue, HACAeOCMEEHHAS AHOMAAUS, HAY4Hble

WKO/1bl, MOAEK)YAAPHO-2eHemu4ecKas duaeHocmuka.

MenuiHCKass TeHEeTMKA KaK HaydHasl IWC-
LIMIJIMHA TPOIILIA CIOXHBIN IMyTh CTAHOBJICHUS
Ha MpoTsLKeHUM XX cToieTus, a B Havase XXI Be-
Ka OHa 3aHMMaeT JUAUPYIOIIUE MO3UIUU Cpe-
I HauOoJyiee aKTHBHO DPa3BUBAIOLIMXCS HayK.
CoBpeMeHHasi MeIWIIMHCKasl TeHeTUKa Ipel-
CTaBJISIET COOOM CJIOXHBIA KOMILJIEKC HayYHbIX
HCC/IeIOBaHUIi, HaMpaBJIeHHbIX Ha TMOJydyeHUe
3HaHWI O HACIEACTBEHHON MpPUpOJEe pasiny-
HBIX 3a00JieBaHUI yesnoBeka. HaciieacTBeHHbIe
MaTOJOTUM U3YYaroTCsl Ha Pa3IMYHbIX YPOBHSIX:
MOJIEKYJISIDHOM, KJIETOYHOM, TKaHEBOM, Opra-
HU3MEHHOM, MomyJsliuoHHoM. K MmoHMMaHu1o
TaliH TeHeTUYECKOW MPUPOIBI O0JIE3HEN YUEHBIM
MO3BOJISTIOT MPUOIU3UTHCS COBPEMEHHbBIE METO-
nbl aHam3a: hpuHrepnpuHTUHT, RFLP, AmpFLP,
STR u npyrue. CoBpeMeHHasi HayKa MOXET C
00JIBLIION BEPOSITHOCTHIO TUATHOCTUPOBATh pa3-
JIMYHbIE HAaCJAEACTBEHHbIE aHOMAaJUM [axe Ha
cTaguyd dMOPUOHATBLHOIO Pa3BUTHS M IPOTHO-
3MpPOBaTh pa3BUTUE TON WJIM MHOI 0OJIE3HU IO-
cJie poxXIeHus pedeHKa.

B 0601 Hayke CylecTBYeT CKPBITBIN 3Tall
3apOXICHMSI, H3MepsieMblii WHOTrIa BeKaMM.
K sramy 3apoxneHuss ICTOPMKM HayKy Bceraa
MPOSIBJISIIOT TOBBILIEHHBI MHTEpec. DTO CBSI-
3aHO C U3YyYeHWEM OJHOM M3 LIEHTPaJbHBIX Ha-
YKOBEIUCCKUX TTPOOJIEM — BOCTIPUSATHS M OIICH-
KM HAy4YHOM Cpelnoi HOBBIX WOEH, OTKPBHITHHA,
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TeopeTudeckux 00061eHuii. [TouepnHyThie U3
WCTOPUU MEAULIMHBI TaHHBIE OIIEJIOMIISIIOT pa3-
HooOpa3ueM MpeAcTaBIeHU 0 HaCeACTBEHHOMI
MPUPOJE YeJIOBEKa, IPUEMOB ITPOBOIUMBIX UC-
CJIeMOBaHW, TOCTUTHYTHIX PE3yIbTaTaMU.

OnHM 13 MEPBBIX IOIBITOK OICHUTH HACTIe-
IIOBaHUE psifa MPU3HAKOB Y YeJIOBeKa OBLIN OCY-
mectBiaeHbl B XVIII B., B yacTHOCTH (ppaHILy3-
ckuM yueHbM I1. Moneption (1689—1759). Ero
WHTEPECOBAJIM BOMIPOCHI, CBSI3aHHBIE C OTIpeIe-
JICHEM POJIA OTIAa ¥ MATEePH B IIPOSIBJICHUH pa3-
JIMYHBIX MIPU3HAKOB y meTeil. OH oTMeuas, 4To
«peOEHOK POXIACTCS TO C YePTaMM, CXOMHBIMU C
OTILIOM, TO C TAKOBBIMU MaTepu, OH POXKAAETCS C
X HEJOCTaTKaMU U UX MPUBbIYKAMU U KaXKeTCs
3aMCTBOBABIIIMM OT HMX HaXXe HAKIIOHHOCTU 1
cBoiictBa yma [1, c. 128—129]. MonepTiou npo-
SIBJISJI UHTEPEC K HACIEeJOBAaHUIO (PU3NYECKUX
aHOMAaJIM Y YeJIOBeKa, B YACTHOCTHU IIIECTHIIA-
JIOCTU U anbouHu3Ma. OH NoapoOHO omucan ce-
Mblo OepanHckoro xupypra 4. Pyre, B koTopoii
B TeUeHME 4YeThIpeX IMOKOJEeHWI HabII0naIoch
HacJie/IOBaHME MIECTUTIAJIOCTH HAa PyKax M HOTax.
Hao6moparensHb1ii MormepTioun caeian MHTepec-
HBII1 BBIBOJ, YTO TIPU aHAJIM3e TeHeaJoTny JaH-
HOI ceMbHU JIETKO YBUIETb, YTO IIECTUIIAIOCTh
OIMHAKOBO MepeaaeTcs Kak OTLIOM, TaK U MaTe-
pblo [Tam Xe, c. 136—137].

[lecTnmaaocTh SIBWIACH OOHUM U3 IIEPBBIX
MOAPOOHO WM3YYEHHBIX YPOICTB, HACJICICTBEH-
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HBIIT XapaKTep KOTOPOTO HE BHI3BIBAI OCOOBIX
crnoposB. Tak, B 1749 . P. A. Peomiopom Obla
OIMMCaHa CeMbs XXKUTeJIsI OCTpoBa MaJIbThI, ¥ KO-
TOPOTO IIECTUITAIBIMU OBLIM BCE €ro KOHEUHO-
cti. TakuMu ke ObLIU MOJHOCTBIO WU YacTHY-
HO ero nety U BHyKu. [1pu atom PeoMriop caenan
BBIBOI O Tlepelade JAaHHOTO YpOACTBAa KakK IO
MYXCKOM, TaK 1 MO KE€HCKOM JIMHUU.

HacnenoBanue remoduaum OBLIO OINMMCAHO
Ha TIpuMepe TpeX HepoACcTBeHHbIX ceMmeit HoBoit
AHrnuu. JlaHHble HaOmoaeHus: nposeau OTTO
B 1803 ., Xeit — B 1813 ., broanbc — B 1815 .
B 1876 t. mBeituapckuii odraabmosor TopHep
oIMca HacjieMoBaHME 1IBETOBOM ciermoThl. Ha-
CleIOBaHME IO THUITY, KOTOPOE COBpPEMEHHBIE
TeHETHUKM Ha3bIBalOT ayTOCOMHO-PEIIECCUBHBIM,
onucan B 1814 . JI:xx. Anamc, OTMETUB TOsIBJIE-
HU€ TaTOJOrMYECKUX MPU3HAKOB y AeTeil HOp-
MaJTBHBIX POOUTENICH, B 0COOCHHOCTH KOT/a I10-
cJIeIHUE COCTOSUTH B pOICTBE [2].

I[IpuMeHeHue aHaIM3a cCeMEeHBIX TTaTOJI0T Uit
B XVIII-XIX BB. MOXHO paccMaTpuBaTh Kak
MNPeanoChbUIKY ISl POPMUPOBAHUS TeHEealoru-
YEeCKOro MeTola WUCCIeAOBaHWSI HACJIEIACTBEH-
HBIX Oose3Heit. CTaHOBJICHHE OJAHHOTO METOoIa
IIIJIO TI0 JIMHUU COBEPIIEHCTBOBAHUS CIIOCOO0B
COCTaBJICHHUS POIOCIIOBHBIX U IIPUBJICYCHMS CTa-
TUCTUYECKUX TTPUEMOB 00paOOTKHU MOJyYEHHOM
uHMoOpMaLKu.

OnucaHueM HacIeICTBEHHbIX aHOMaJuit
y 4ejoBeKa 3aHuUMaics akagemuk IletepOypr-
ckoii Akamemmu Hayk K. ®. Bompd (1734—
1794). YueHbIil U3ydaa KOJJICKIIMU Pa3TUIHBIX
ypoaCTB, xpaHuBlIuxcsd B KyHcTtkamepe. Um
ObLT HamucaH TpakTaT Ha JIATUHCKOM SI3bIKE
«IIpeaMeTsl pa3MbllUIEHUIA B CBSI3U C TEOPU-
el ypomoB», KOTOPBII HE M3OaBalics IIPU €TI0
xu3Hu. Tombko K 1973 1. manHas pabora cMoOr-
JIa BBITH Ha PYCCKOM $I3bIKe. B cBoeM TpakTaTte
Bonbd nucan, 4To HEKOTOphle aHOMAaJIUU CTPO-
€HUs TepelaroTcsl Mo HACAEACTBY, B TOM YUCJIe
LIECTUNAIOCTh U MYXKCKOI repMadpoautusm. B
pa3psia HacaeIyeMBIX IPU3HAKOB YICHBIN ITOMe-
CTHJI TeMIIEpaMEHT, KOTOPHIi, M0 €er0 MHEHUIO,
IOJDKEeH OBLI 3aBHCETh OT pa3ipakKiMOCTH MBbI-
LLIEYHBIX BOJOKOH, YyBCTBUTEJIbHOCTU HEPBHOM
CUCTEMBbI, TPABUJIBHOTO WU 3aTPYAHUTEIHLHOTO
KpPOBOOOpa30BaHUsl. YUEHBIN BBIABUHYJ JOCTa-
TOYHO CMeEJIbIE TSI CBOETO BPEMEHU MU O TOM,
YTO MHOTHE 3a00JIeBaHUS M TIPEAPACIIONOXKEH-
HOCTb K HUM II€pENaoTCs OT POAMUTENE, B TOM
yucse Takue KaK BOIAsSIHKA, YaX0TKa, IMXOpaaKa.
«Bcem u3BecTHO, — MuUcana OH, — YTO MHOTHE U3
9TUX 00JIe3HEl U pacIoJOXEHUN K HUM SIBJISI-
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[OTCS HacleacTBeHHBIMHU. CyIIecTByeT oOIIe-
pacIipocTpaHeHHOe MHEHHE, KOTOPOe MOXKET
OBITh MOATBEPXKIECHO ITOBCEAHEBHBIM OITBITOM,
YTO IIOMMMO CBOMCTB M KaUe€CTB TBEPABIX 1 KM~
KMX [JacTel Tesla] U TOMUMO CTPYKTYp TakxkKe
U TOOPOJETENIM U MHTE/UIEKTyaJIbHbIE KayecTBa
YacTo SBIISIIOTCS HACJICICTBEHHBIMU U IIepema-
JOTCST TTOTOMCTBY. 3aMeYaioch C TOCTATOYHOI
SICHOCTBIO M HEOTHOKPATHO, YTO JaXe CBOETO
poma CKJIOHHOCTh K HEKOTOPHIM BechbMa OIIpe-
JeJICHHBIM TTOPOKaM, HalpuMep K BOPOBCTBY,
MePEXOIUT K TIOTOMCTBY OT OTIIa UJIM OT MaTepHu;
3TO AoKazaHo ¢aktamu» [3, c. 10].

HecMoTpst Ha TO, YTO CKPBITBIMA 3TaIl TeHE-
THKH YeJI0BEKa HEe CMOT JaTh MUPY TeX KPYITHBIX
MIOCTMKEHUI, KOTOpble MOsIBUIMCh B XX Beke,
OH OTJIMYAJICS COOBITUSIMU, B KOTOPBIX MPUIY]I-
JIMBEIM 00pa3oM TepeIIeTaINCh KOTHUTUBHBIC
W COLIMOKYJIBTYpHBIe cocTaBistrone. [Ipen-
CTaBJICHUsI O HACJIeIOBAHWUU Pa3JINMIHBIX IIPH-
3HAKOB MOXHO BCTPETUTH B TpaKTaTax W 3aIlu-
CKax U3BECTHBIX Bpaueil 1 yuyeHbIX .

MsydyeHue HaciemoBaHUS pa3IWYHBIX 00-
JIe3HEe HayaJoch ropas3lo paHblle B MCHUXUA-
TpUM, YeM B APYTUX MEOUIIMHCKUX 00JacTsIX. B
XVIII B. anrnuiickuii ncuxuatp Ilepdexr BbI-
IBUHYJ TIPEAIONIOXEHNE O TOM, YTO IJIABHOM
MPUYMHON BO3HUKHOBEHHUSI IICUX030B SIBJISIETCS
HacJIeICTBEHHOE MPeApacooKeHUeE.

B Poccrnm omHMM M3 TIepBEIX U3yYeHUEM Ha-
CIICICTBEHHBIX TICMXWUECKUX PACCTPOICTB 3a-
Hsuicst nenxuaTtp C. C. KopcakoB. OH B cBOoeM
«Kypce ncuxuarpun» (1901) nucan: «Mbl 3Ha-
€M, UYTO OIHOI U3 IJIaBHBIX MPUYMH TYIIEBHbIX
OoJie3Hell BsIeTCS HACJIEICTBEHHOCTh: MO3TO-
My Ha OO0SI3aHHOCTH Bpaueill JICKUT IMPUHUMATh
3aBHUCSINNE OT HETO MEpHI, YTOOBI MPeIyIpeK-
IaTh BpEeIHOE BIWSHUE HACICACTBEHHOCTH |3,
c. 529].

Takum obOpazom, yxe Ha mopore XX B. BbI-
JAolIecss KIWHWULMCTBI BBIABUHYIU HACIO O
peryaMpoBaHUM OPAaKOB U IETOPOXKICHUS Y TICU -
XUYECKU OOJIBHBIX JIIOAEH, YTO BITOCICICTBUU
JIETJIO B OCHOBY PsIIa €BTCHUUYECKUX IIPOTPaMM.

B iepBoe necsarmiierre XX B. CTATUCTUIESCKIE
paboThl 10 M3YYEHUIO HACJIEACTBEHHBIX (HOpM
CMEHMJIKCH UCCJIETOBAaHUSIMM CEeMEMHBIX (OpM
3a0oJeBaHUil. MeToabl CYMMapHOI CTaTUCTUKU
CcTajay KpUTHKOBaThcs. [1oSBMINCH MCCiIemoBa-
HUsI, KOTOpPBIE TTOKA3aJl, 9YTO Y POJICTBEHHUKOB

' lcTOKM TIpeACTaBIeHMIT O HACEICTBEHHOM MTPUPOJIE YesI0-
BeKa B paboTax BbIIAIOLIMXCSI Bpaueil U ecTeCTBOMCIIbITAaTEIei
JOMEHJEJIeBCKOTO Teproa PACCMOTPEHBI aBTOPOM paHee B
KypHaine «Hayka u HaykoBeneHue» [4].
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IYIIEBHOOOJBHBIX U Y POICTBEHHHKOB 3I0PO-
BBIX JIIOIE YacCTOTBHI BCTPEYAEMOCTH pPa3JIMd-
HBIX TICUXMYECKMX aHOMAJUil OYeHb OJIM3KM.
Icuxuatp ILTpoxmaiiep ormevan: «CylIHOCTb
BBIBOJIOB CTAaTUCTHKM HACJEACTBEHHOCTH CBO-
IUATCS K TOMY, YTO OOJIBIION MPOIICHT M3 YKCIIa
HCCJIEIOBAHHBIX TYIIEBHOOOMBHBIX ITpUHAIIIC-
KWT K pa3psimy HAceACTBEHHO OTSATOIICHHBIX,
HO 4YTO CyOBEKT HACIICACTBEHHO OTSTOIICHHBIN
MOABEPKEH OOJIbIIEH OMACHOCTU 3a00JIETh, UeM
CyOBEKT HEOTSTOLIEHHBI — 3TOTO CTaTHCTHKA
HE B COCTOSIHUU J0Ka3aTb. MBI TBEPIO CO3HAEM,
YTO CYIIECTBYIOT KaKHe-TO HACIeICTBEHHBIC OT-
KJIOHEHUs B Mepefade AyLIeBHBIX 00JEe3HeH, HO
SIBJIICTCSI BOIIPOCOM: UTO COCTABJISIET IIPABUIIO U
YTO €CTh MUCKJIIOUEHHE, YTO JOJIKHO U YTO MOXKET
OBITb YHAcCJeAOBaHO, TAe IpeKpalllaeTcs Ha-
CIICICTBEHHOCTh? MBI BUAMM, KaK B OTHOM ITO-
KOJICHUM CHJIa 3a00JIeBAeMOCTH JOCTUTAET yKa-
caroIIeil BRICOTHI, HO B OIMKANIINX K HEMY I10-
KOJICHUSIX O€3 BUIUMOI IMMPUYMHBI 3a00J1eBaHUS
CBOJIATCS ITOYTH Ha HeT. B ceMeiicTBax, KOTopbie
B LIEJIOM DPsIIe TTOKOJIEHUI He 1aBajikd TICUX030B,
BIPYT, KaK MOJIHUS, TIOSIBJISIETCS IyIIeBHAas 00-
J1e3Hb. OT OPaKOB IICUXOIMATUYECKHUX TMIHOCTEH
pPOXIAeTCsT 3MOpOBOE ITOTOMCTBO; IYIIEBHO-
0OOJIBHBIC MMEIOT 300POBOE MOTOMCTBO; AYIIICB-
HOOOJIbHBIE UMEIOT 3I0POBLIX MpeaKoB. Macco-
Basl CTAaTUCTHKA He JaeT Ha 3TO OTBETa, HO, OBITh
MOXET, TIIATeJIbHOe 3YyYeHNe POJOCIOBHBIX Je-
PEBBbEB OTIEIBHBIX CEMEMCTB, MHANBUIYATbHAS
CTaTUCTHKA TTOMOTYT B 3TOM. TOJIBKO TaKoe W3-
YYeHHE JaCT BO3MOXHOCTb YCTAHOBUTD PUIMH-
HYIO CBSI3b MEXIY I1aTOJIOTHUYECKUMU CBOICTBA-
MM JaHHOTO CyOBeKTa U XapaKTePHBIMU OCOOECH-
HOCTSIMU €T0 TpeaKoB» [6, ¢. 361].

B mepBhIe mecATHIIETHS MPOIIJIOTO CTOICTHS
Havajlach 3I0Xa <«WHIWBHUIYAJIbBHOTO METOHa»
aHa/JiM3a HacJeACTBEeHHbIX 3a0oseBaHuit. Ilpu
WHAUBUIYAJIbHOM U3YYEHUM OTIEJIbHBIX CeMeit
caMbIM TIPOCTBIM J0Ka3aTeJbCTBOM Haceay-
eMOCTU 0O0JIE3HU, TMO-BUAUMOMY, SBISIIOCH TO
0OCTOSITEILCTBO, YTO OOJIe3Hh BCTpedyanach B
psioy MOKOJIEHWI WX MO KpaliHE Mepe Yy MHO-
TUX YJICHOB OJHOTO M TOTO e MOKOJIECHUS B TOI
ke ¢opme. [ToaToMy BIOJIHE €CTECTBEHHO, UTO
MpeXae BCEro MOSBUIICS Psii pabOT, B KOTOPHIX
OBLIO TOKa3aHO CXOJACTBO HaCJEACTBEHHBIX 3a-
0oseBaHMii y OpaTheB U cectep [7; 8].

BpeMs mHOVBUAYyaIbHOTO M3YJYEHUSI CeMeid
DI aHaJIM3a HacleoyeMOCTH 3a0oJIeBaHUIl CO-
BITAJIO C 3TOXOW HOBBIX TOJIXONOB U TEYECHUN B
KJIMHUYECKON MeOWIIMHE: CUMMIITOMATOJIOTHYe-
CKO€ oIucaHue KapTUH 0oJie3Heil MOCTEINeHHO
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CMEHSUIOCh CTpeMJICHHEM H3ydaThb OOJIE3Hb B
ee IEJIOCTHOCTH (IIPUYMHEI, TIPOSIBJICHUE, OCO-
OCHHOCTHU TeYeHUs). B MenuiinHy Bce akTUBHEE
MpOHHUKaJda MBICAb O HaJUYUMU OIpeneJeHHbIX
HacJIe[ACTBEHHBIX 0O0JIE3HEN, MPOsIBJieHe KOTO-
PBIX MOXET HEe3HAYWTEeJbHO OTJIMYAThCS y pa3-
JINIHBIX THIVBUIYYMOB.

Ho TIepeoTKphITHS 3aKOHOB MeHmens sIBJie-
HUs HACJEICTBEHHOCTH 4YeJiOBeKa HU3YJYaINCh
MmyTeM HaOJIoNeHUsS U CpaBHEHUS, 4TO IIpH-
BOIWJIO K CO3JaHUIO YMO3PUTEIbHBIX TEOPUIA.
IeHeTuka, KoTopasi Havyana MOOEAOHOCHO 3aBO-
eBbIBaTh HayuyHble yupexaeHus CIIA, Esporbl
n Poccnu, akTMBHO pacIpoCTpaHMJIa TOYHEIE
METOAbl TEHETUYECKOTO aHaln3a B MEIUIIMHE.
IIpumeHeHue 3akoHOB MeHens1 BO BpaueOHOM
MpakTUKe 3aTPYIHSIOCh TeM, YTO HeJb3s ObLIO
9KCIEPUMEHTAJIbHO TPOBEPUTh TY WU HHYIO
KoHIenmuio. KpoMe Toro, Meauky yKa3bIBaIu
Ha CJIOKHOCTb B OINpeeeHUM MpUYUH 0oJie3-
Heil. [lposiBaeHUWEe TOM MJIM MHOM aHOMAaIUU
OTJIMYAJIOCH B KaXXKIOM OTIAEIbHOM ciiyyae. Oco-
OEHHO 3TO KacajoCh TNCUXUYECKUX 3a0oJieBa-
HUi. BoJblyI0 TpyIHOCTb MPEACTABIISIIO OTpe-
JIeJICHUe TPaHWIl MEXIy OYIIEBHBIM 3I0POBBEM
¥ 00Jie3HbI0. [{lMarHOCTUKA MICUXUYECKOTO 3a00-
JIEBaHMSI Ha OCHOBAaHWM CBEICHUI, TTOTYICHHBIX
OT POJICTBEHHUKOB M OJM3KMX, ObLIa JaJIeKO He
MPOCTHIM JEJIOM.

PaboThI 10 cOCTaBIEHUIO TeHEaTOTnii ceMei,
OTSITOIIICHHBIX HACJICACTBEHHBIMU HEIyTraMu,
OCJIOXHSITUCH TeM, YTO (DaKTHI HATMYIHUS 3a00JTe-
BaHUI y CBOMX POACTBEHHUKOB JIIOIU TIIATEIb-
HO CKpbIBaIM. TeM He MeHee, psiI CYIeCTBEH-
HBIX HaOIIOJeHW1 B 00J1aCTU repeauTapHoi na-
TOJIOTMHU OBLJ clieJIaH UMEHHO 3TU METO/IOM.

IeHeanornyeckuii aHaanu3 MO3BOJISLT YCTaHO-
BUTh XapakKTep HacClIeIOBaHUS: JOMUHAHTHBIN
WIA PELIECCUBHBINA, CUETUJIEHHBIA C MOJOBBIMU
XpoMocoMaMy WM ayrocomaMu. OmHaKo mo-
JNOOHBIA METON OBbLT TPYOZHO TPUMEHUM JisI
M3y4eHMUs] MEHJIEeJIeBCKOro MeXaHu3Ma HacJie[-
ctBeHHOCTU. Haubosnee ygoOHBIMU 111 TeHe-
THYECKOTrO aHajn3a ObUIM peaKre aHOMaJIbHBIC
npu3Haky. YacTo reHeTHMKa TaKUX IIPU3HAKOB
OblIa HE CTOJIb CJI0XKHA, KaK TeHeTUKa HOpMaJlb-
HBIX MpU3HAKOB. OTKJIOHEHUS] OT HOPMBI IMOPOit
CTaHOBUJIUCH KJIIOYOM K TTOHMMaHUIO MPUPOIbI
HOPMAaJTBHBIX (DM3HOJIOTTIECKIX MEXaHN3MOB.

HacnencrBeHHBIE aHOMAJIMM YaCTO BO3HUKA-
JIM B pe3yibraTe B3aMMOICHCTBUS reHoB. I1po-
SIBJIEHHE KaKOro-J110o Mpu3HaKa 4acTo oIpeae-
JISIeTCSl B3aMMOOTHOILIEHUEM HE TOJIbKO aJlie/b-
HBIX, HO M HeaJIeJIbHBIX TeHOB, YCUJIMBAIOLINX
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WIN OCTA0JISIONINX AeHCTBHE OCHOBHOIO TEHAa.
I[ToHnMaHMe TeHETUKAMHM CJIOKHOTO MEeXaHM3Ma
peaau3aliy IPU3HAKOB, BEIXOMSIIETO 32 paMKHU
KJIaCCUYECKOIro HEe3aBHUCHMMOIO HacJIeAOBaHMS,
CMOCOOCTBOBAJIO TTOMCKY HOBBIX KOMIUIEKCHBIX
METOIOVK M3YIeHUS MEINIIMHCKOM TeHETUKU.

IIpn xapakTepHCTUKE CIIOXHBIX HaCIem-
CTBEHHBIX aHOMAJIMII TEHETUKU yXE€ OCTepera-
JINCH YIIPOIIEHHBIX CXeM MPU OOBSICHEHUU TIPH-
yyH 6oJie3HU. OCOOEHHO 3TO OTHOCHUJIOCH K 3a-
0OOJIEBaHMSIM, ITPOMCXOXKIEHNE KOTOPBIX MOTJIO
3aBHCETh OT MHOXECTBa (DAKTOPOB.

C mpuBIeYeHNEM TeHETHIECKMX TTOAXOI0B K
W3yYEeHUIO pa3IMIHbIX 3a00JIeBaHUI MEeIMIIMHA
BCTyIIWJa B HOBBIM 3Tamn pa3Butus. Ilom Biau-
SIHUEM YCIIEXOB MCCIIECIOBAHUI KJIACCUYECKOM
TeHETUKH TPAIULIMOHHBIE OMMCATEIbHBIC MEIV-
IIMHCKWE HAaYKU TIPETePIICIN ITPOIecC KOPEHHO-
ro Impeobpa3oBaHUs, HAITOJTHUBIINACH IIPU 3TOM
HOBBIM cofepxXaHueM. B pesynbrate Havaics
MpolIecC B3aMMOIIPOHUKHOBEHUS TPATUIIMOH-
HBIX U OTHOCUTEIbHO HOBBIX AUCLIUILIVH.

OgHMM W3 BaxXKHEWIIMX (aKTOPOB, MPUBEI-
IINX K BBEICOKOM PE3yABTATUBHOCTH MEIUIIMH-
ckoit reHetnkn B Poccum B 1920—1930-x 1T,
crajo (popMrpoOBaHNE HAYIHBIX IITKOJI B 00IACTH
W3yYeHUsT HACJICACTBEHHBIX 3a0oyieBaHMI (Ha-
yunble mkKoabl C. H. laBunenkona, C. I JleBu-
ta, T. . OaguHa). D10 ObLIO CBsI3aHO, HA Hall
B3IJISIT, ¢ OCOOCHHOCTSIMU TIPOBEICHUS MEIV-
KO-TCHeTMYECKNX WCCIIeAOBAaHNM, TpPeOYIOIINX
OOJIBIIIOTO YMCJIa OOCIeIyeMBIX TTAIlUeHTOB IS
MMOJTYYSHMS PeTIpe3eHTaTUBHOI BEIOOPKU U HaW-
0osiee JOCTOBEPHOIN MHTEpIIpeTalluy Habmoaa-
eMbIX siBleHWiA. Ha mpuMepe HaydYHBIX IIKOJI B
OTEUYECTBCHHON MEIUIIMHCKOM TeHETUKE MOXKHO
KOHCTAaTHPOBAaTh TOT (PaKT, uTo B XX BeKe Hayd-
Hasl IesITeIbHOCTh B TAaHHON OVCIUIUIMHE CTa-
JIa TIpUOOpeTaTh IMTOUCTUHE MPOU3BOACTBCHHEBIC
MacimTabbl — ¢ Koollepallueil U pasaeieHUeM
Tpyda, YHU(PUKALIKEH NPOU3BOIUMBIX IPOILE-
Iyp, OONBIINM OOBEMOM IIPOBOIUMEIX HCCIIE-
MOBaHUM M pa3HOOOpa3reM U3yJaeMBIX TCHETH-
YeCKHUX MapKepoB, OOJIBIITNM KOJIMIESCTBOM JIUII,
MOABEpPracMbIX TEHETUYECKOMY aHaJU3y, 3Ha-
YUTEJIbHBIM OXBAaTOM M3y4aeMoOil TeppUTOPHUM.
Oco0eHHO BO3pocia poJib HayYHbBIX IIIKOJ KakK
WHTEJUIEKTYAIbHBIX W HAyYHO-OpPraHW3aIMOH-
HBIX IIEHTPOB, KOTIA CTAJI0 BHEAPSITHCS TUIAHU-
poBaHME HAyYHOM MeATeIBHOCTH U IIPOU30IIIa
TepeoprueHTAIlMs HAyKK Ha MOJydYeHUe TIPaKTh-
YECKUX Pe3yJIbTaTOB.

CoOBITHSI B OTEUECTBEHHOM T€HETHKE, MPH-
Benmuve B 1948 1. kK u3BecTHOU nuckyccun «O
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MOJIOXKEHNN B OMOJIOTMYCCKON HayKe», 3aBep-
IIWJINCH Pa3TPOMOM TE€HETHMKU WU BCETO el Co-
npudactHoro. Ha mauckyccusix o cympbe reHe-
TUYECKMX MCCENOBAaHUI MHOTMM YYEHBIM CTa-
BUJIUCh B YKOP MX MpexXHUe paboThl B 00JacTU
M3Yy4eHMSsT HACJIeICTBEHHOU MpUPOIbI YeoBeKa.
M3BecTHBIN YUEHBIN B 001aCTH TEHETUKY YeJIO-
Beka B. MakkKbIOCHK CUMTa, 9YTO M3BpAIICHUS
eBreHMKM HaHECIU 4YeJOBEYCCTBY OIPOMHBII
YPOH, a €BreHUYECKHE MCCIeIOBaHUS JIMIIb
KOMITPOMETUPOBAJIU T€HETUKY YeJI0BeKa U Jaxe
TOPMO3WIY pa3BUTHE TeHeTUKHU KakK Hayku [2]. C
JTaHHBIM YTBEPXKICHUEM MOXHO HE COTTIACUTBCS,
TaK KaK B OTEYECTBCHHON TPamWIIM B €BICHU-
YECKHUX JTabOpaTOPUSIX MPOBOIUINCH B TIEPBYIO
oyepelb HCCIEOOBaHUS B 00JIACTM HU3YYEHUS
HacJIeACTBEHHBIX MPU3HAKOB U 3a00JIeBaHUIA,
a TakxKe WX paclpoCTpaHEHHUs] Ha TePPUTOPUU
CCCP. EBreHuka B MNOHUMAaHWUU POCCUNACKUX
YVUEHBIX TIpeACTaBiIsIa COOOM HAayIHYIO IMCIIH-
IUIMHY, KOTopas IpecienoBaja Oiarve Leau u
3asiBJislia O CBOEM CJIY>KeHUU BO 0J1aro Oymaylero
MOKOJIEHMUSI.

IeHeTuka mocne ee oUIMATIBHOTO 3ampeTa
B CCCP He cmoria gaTb HeOOXOAMMbIE 3HAHUS
IJIT HY>XKI MEOWULIMHEBL. TeM He MeHee, SIBIICHUS
1 3aKOHOMEPHOCTU HACJIEICTBEHHOCTH, T¢He-
TUYECKUE METOAbl MCCAEAOBaHMS U 00pabOTKU
MOJIyYeHHBIX JaHHBIX, OTKPbIThIE B TeHETUKE Ye-
JIOBEKa Ha 3ape e€e pa3BUTHUsI, aKTUBHO MCIHOJb-
3YIOTCS IO CETOMHSIIIHETO BPEMEHM.

Bo Bropoii momoBrHe XX B., MOCIIE OTKPBITHS
aHTUOMOTUKOB U OJIarofapst JOCTUKEHUSIM B 00-
JJaCTU TPaKTUYECKON MeIMIIUHBI U dapmaleB-
TUKW YAAJIOCh B 3HAYUTEJIbHOU Mepe CHU3UTH
MPOLIEHT WH(MEKINOHHBIX W aJMMEHTapHBIX
3a0oneBaHuii. B pesynbrare 3TUX MO3UTUBHBIX
W3MEHEHUI OpraHM3aTOPhl 3IpaBOOXpPaHEHUS
HaIlpaBWIM CPEACTBA Ha MPODUIAKTUKY 00Ie3-
Hel 3HAOTreHHOU mnpupoabl. OCHOBHBIM MpPU-
KJaAHBIM UTOTOM PabOT MO T'eHETUKE uesloBeKa
CTaJIo CO3IaHMe TeHETUUECKUX TEXHOJIOTUI ISt
MEIUIIUHBI, ITUPOKO MPOHUKIINX B UATHOCTHU-
Ky, JIedeHHe W MPOPUIAKTAKY HaCIeACTBEHHBIX
0oie3Heil. DTO NPUHLMITMAJIBHO M3MEHUJIO
noaxonbl K paciimgpoBKe IMaToreHe3a MHOIMX
0ojie3Heil M MOATOTOBWIO TMPEATOCHUIKM ISt
MOSIBJIEHUs] HOBOTO HaIlpaBjieHUsI, Ha3BaHHOTO
MOJICKYJISIPHON MEIUITMHOMN. DTOT pa3aea Meau-
IIMHCKOM TeHETUKU M3ydaeT TeHEeTHYECKHe Me-
XaHW3Mbl HaCJICACTBEHHBIX 3a00JIeBaHMI, POJIb
TeHEeTUYECKUX (haKTOPOB B Pa3BUTUM HEHACE]I-
CTBEHHbIX (hOpPM MaTOJIOTUH, a TakXe pa3pada-
ThIBA€T METOJbI UX TUATHOCTUKU, MPOPUIAKTU-
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KA U JledeHnsI. Pa3HooOpa3Hbie METOIBI MOJIe-
KYJISIpHOI TMarHOCTUKY 3aHSUIA IIPOYHOE MECTO
B HCCJIEIOBAaTEILCKOM apceHaie MEIUIIMHCKOMN
TEHETUKU: B HACTOSIILIEE BPEMSI TOJIBKO HACHEM-
CTBEHHBIX Ne(EKTOB HEPBHOM CHUCTEMBI, IS
KOTOPBIX paciiidpoBaHbl EPBUIHBIC MOJIEKY-
JISIpHBIE Te(PeKThI M YCTAHOBJICHA XPOMOCOM-
Hasl JJOKaJIM3alysl MyTaHTHBIX TeHOB, M3BECTHO
6omee 300 [9].

CoBpeMeHHbIE METOAbl MOJIEKYJISIPHO-Te-
HETUYECKOM TUAarHOCTUKU — 3TO BBICOKOYYB-
CTBUTETbHBIE TEXHOJIOTMM yJIbTpaMUKpOaHa-
JM3a, TpeOyolne MHUHUMAIbHBIX KOJMYECTB
OMOJIOTMYECKOTO MaTepHaia U PeakTHUBOB LIS
MpoBeleHUsT ucciaenoBaHus. Mcmonb3yembie B
MOJIEKYJISIPHO-TE€HETUYECKON MTMAarHOCTUKE CO-
BPEMEHHBIC TEXHOJIOTUM SIBJISIIOTCS TTaTOTCHETH -
YeCKW TOYHBIMU, TIOCKOJIBKY OHU OCHOBAaHBI Ha
a”Hanuse crpyktypbl JJHK win PHK yenoseka,
00Hapy>XeHWM YHACIENOBAHHBIX WM TTPUoOpe-
TEHHBIX MYTallMii TEHOB, BBISIBICHUU B OMOJIO-
TUYECKUX KUIKOCTSIX M TKaHSX OpraHu3Ma Iia-
LIMeHTa BUPYCHOM WJIM OaKTepuaabHON HYKIIeH-
HOBOM KHCJIOTHI (YycTaHOBJIEHUE (aKkTa HaTuIusI
B OpraHM3Me BO30ynuTesiss MH(PEKIIMOHHOTO 3a-
0oJieBaHMS); TAIOT BO3MOXKHOCTh OOHAPYXWTh
MOBPEXICHUE B CTPYKTYpPe KOHKPETHOTO TeHa
WIM TIPOBECTHU AETEKIIMI0O MUKPOOHOIO BO30Y-
JUTENsT TIpeHaTaJbHOM (10 pOXAEHUsT pedeHKa)
WY B TIPECUMITTOMATUIECKOM TIepuojie, Korna
CHMIITOMBI 00JIC3HU ellle He MPOSIBIISIIOTCS, 9TO
noMoraeT HadyaTh 3(ppeKTUBHYIO CELIU(PUIHYIO
TEpanuIo C MepPBbIX JHEW XU3HU peOeHKa.

MounekyasipHO-TeHeThYecKass  TMarHOCTH-
Ka — 3TO CErofHs eAMHCTBEHHBI 3KOHOMUYE-
CKHU 11eJieco00pa3HbIil MyTh Wi 3P PeKTUBHON
MpoPUIAKTUKA HACIICACTBEHHON IATOJIOTUU B
OTSITOIIIEHHBIX CeMbsiX. OMHAaKO TOYHOCTh U 0e3-
OLIMOOYHOCTh TIpeHaTaJbHOU MOJEKYISIpPHON
NMArHOCTUKU 3aBUCSAT OT CBOEBPEMEHHOCTU U
MOJHOTBI OOC/IEeOBaHUSI BCEX WIEHOB CEMbHU,
TIIATEJILHOTO COOJIIONEHUS] TEXHOJIOTUU HC-
cnenoBanms. lleHa 1000 IMArHOCTUYECKOM
OIIMOKU — 3TO KU3Hb WA CMEPTh OYAYIIETO pe-
OeHKa, CYacThe WM TOpe B CEMBE.

B Toxe Bpems1 ceromHsi OypHO pa3BUBaeTCs,
B TOM uucie B Poccuu, MosieKyisipHast 11arHo-
CTWKa, HalpaBJieHHas Ha BBISIBIICHUE B TIOMYJIsI-
WU JINI ¢ TCHETHYECKOU TIPeapacIiooXeHHO-
CTBIO K Pa3BUTHIO Pa3IMYHBIX 3a00IeBaHUI. DTO
MEepCIeKTUBHOE HAIpaBIeHUE MEIUIIMHCKOMN
TeHETUKM 3aTparMBaeT MHTEPEChl MPaKTUIECKU
KaXxJJI0ro yejaoBeKa U IMO3BOJISIET CO3JaBaTh MH-
IVBUIyaTbHbIE TEHETUYECKME TTacIiopTa 30pO-
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BbSI, UYTO, BUINMO, CTaHET B OJIMKAMIIIME TOIBI
OCHOBOIT HE TOJIFKO MPOPUIAKTUICCKIUX MEI-
LIMHCKUX MPOrpamMM, HO U (PyHIAMEHTOM KJIH-
HUYECKON MEIULIUHEIL.

3HAYUTEJIbHOIO Pa3BUTHS B ITOCIEIHUE TOIbI
Jocturia reHHast Tepanus. Cpead COBpeMeH-
HBIX TEHOTEpameBTUUYCCKUX IIPOEKTOB 0oJjice
60% npuxoauTcsl Ha JiedyeHue omnyxoueit, 15% —
Ha JiedeHHe WHMEKIMOHHBIX 3a00JieBaHUit
(CIIU A, renatutel A, B, C, TyGepkyne3 u ap.),
CTOJIBKO €& — Ha JiIeYeHUe MOHOTEHHBIX 3a00J1e-
BaHU (MyKOBUCLMA03, TeMOpuInsa u T. 1m.). B
pe3ybrare UCIIOIb30BaHMSI METOIOB TEHHOM Te-
parnuu pacIIipUINCh BO3MOXHOCTU KapAMHAaJb-
HOI1 60pBOBI ¢ HEU3ICYMMBIMU 00Je3HsIMu [10].

MunyBimuit XX B. 03HaMEHOBAJICSI TOUCTUHE
TpUyMMATEHBIM IIECTBUEM HOBOM JTUCLIMITIMHBI —
MEIWIIMHCKON TEeHETWKU, KOoTopast He TOJb-
KO oboraTwijia TpagWIIMOHHBIE METUIIMHCKUE U
OMOIOTHYECKHE NUCIIUIUIMHBI, HO M 00ecITeunia
CTAHOBJICHHUE HOBBIX MEXIUCIIUIUIMHAPHBIX Ha-
MpaBJeHUl ucciaenoBaHuii. B Hacrosiee Bpe-
MSI MEIULIMHCKAs TeHEeTHKa SIBJISIETCS OAHOU U3
CaMBIX TePCIEKTUBHBIX U XOPOIIO (hMHAHCUPY-
e€MBIX HayYHBIX OUCHUIUIMH. ExXeromHo Ojaro-
nIapsi MEIUKO-TeHEeTHIECKNM paboTaM JIIONH y3-
HAIOT O TOM, YTO IIPUIMHOI BCe OOIBIIETO YUC-
Jla OoJie3Hel, KOTOpbIe paHbIlle CBI3BIBATUCH
C HENpaBWJIBHBIM ITUTaHWEM, HaNpPSKEHHBIM
PUTMOM XU3HU, CTAPEHUEM, HA CAMOM JIeJie SIB-
JIIeTCS HapyIIeHre B (PYHKIIMOHNPOBAHUU pa3-
JINIHBIX TeHOB. BBISBICHNME TaKNX HAPYIIICHMIA,
cocTaBlieHHe OOBEKTMBHOIO IIPOTHO3a, BHIOOP
OINTUMATLHOM CXEMBI JIEYEHMS U, TT0 BO3MOKHO-
CTU, MpeAoTBpallleHUe 3a00JieBaHUS SIBJISIETCS
BaxkHel1lel riodabHOM 3a1aueit reHeTUYeCKoi
CITyKOBI.

XapakTtepHoii yuepToii HoBoro XXI cronerust
CTaJIo MpUCTaIbHOE 00pallleHNEe Pa3IMYHBIX BCEX
cJioeB 00l11ecTBa K OMOJIOrMYECKUM MTpodJeMaM,
KOTOpBIE CTAHOBSTCSI COLMOKYJIBTYPHBIMU, TTO-
CKOJIBKY OHU OMpeAesiioT MyTU pa3BUTUS LIU-
BUJIM30BaHHOTO obmecTtBa. CTpaHBI, aKTUBHO
WHBECTUPYIOIINEe B HayJHBIC WCCICIOBAaHUS B
TaKuX 00JIaCTSX KaK 2KoJiornueckasi 6ezomnac-
HOCTh, OMOMEIUIIMHA, HAHOTEXHOJOTUU, WH-
¢opMaLMOHHBIE TEXHOJOTMU U OMOTEXHOJIOTUH,
obecreyrBaloT cede JaTbHEUIyI0 HaydHO-TeX-
HUYECKYIO «IIOAITATKY» 3KOHOMUYECKOTO pOCTa
¥ TIO3BOJISTIOT CBOMM T'paKIaHaM XUTh JOJIbIIE 1
BeCTH 0oJiee 3M0POBBIi 00pa3 KU3HMU.

KoHKpeTHBIE TIpUMephl JUIIHMI pa3 JoKa-
3bIBAlOT HaM, YTO COBpeMEeHHasi Ouojoruyeckast
HayKa OKa3blBaeT BIMSIHUE Ha MOJMTUYECKYIO U
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TEOPETUECKVIE W COLIOKYIIBTYPHBIE MPEANOCHINKI M3YYEHWA HACTEACTBEHHbIX 3ABONEBAHII YENOBEKA: UCTOPUHECKAS PETPOCNEKTMBA 1 COBPEMEHHOE NONOXEHVE

SKOHOMMYECKYIO CUTYAallUIO B OTOEIBHBIX TOCY-  Ha IIOpore elre 00jee 3HAUNMMBIX HAyIHBIX JTOCTH -
nmapctBax. 3a nociegaue 100 JIleT IpomoKUTENb-  SKeHUI, ¥ TTomaepKKa MHBECTULIMIA B METUKO-Te-
HOCTb XW3HU JIIOJEH B 3HAUMTEIBHOM CTENICHU  HETUYECKME MCCIIeAOBAaHMS MOTJIa ObI TIPUBECTH K
BBIpOCJIA B pe3yjbTaTe JOCTIKEeHU (papMakono-  JajbHEHIlIeMy pOCTy MPOAOKUTEILHOCTH U T0-
TUY ¥ MeAUIHBL. CeroaHs oOIIeCTBO HAXOAUTCS  BBIIIEHUWIO YPOBHS XXM3HU HACEJICHMS.
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TeopeTUyHi Ta COLIOKYILTYPHI NepeayMoBN BUBYEHHS CMAAKOBUX XBOPOO NIOAVHM:
iCTOpMYHa peTpoCcneKkTuBa i Cy4aCHUW cTaH

Poszensnymo npouecu 3apodicenuss i cmano6aeHHS MeOUYHOI eeHemuKU HA OCHO8I aHANI3Y KOSHIMUGHUX U
COUIOKYAbMYPHUX (haKkmopie, w0 Manu 8naue Ha po3eUMoK uici Haykoeoi eanysi. Bueuenns cnadkosux 3axeopioeais
nouanocs 3a00620 00 nepegiokpumms 3axkonie I. Mendeas, ski 3aknanu Haykoeuil pyHdamenm meouuHoi eenemu-
ku. Cyuacna meduuna eenemuka nouanra gopmyeamucs y nepuiiti noaosuti XX cmoaimms, Koau 06yn0 6i0Kpumo Hogi
CnaodKo8i 3axXe0pr8aHHs ma anpoboeano HoGi Memoodu i nidxodu 0o docaidxcenns cnadkosocmi aoduru. Beauka poav
8 iHcmumyuyianizayii H060i OUCUUNATHU HANEHCANA K OKPEMUM BUOGMHUM YHeHUM, MAK [ YiAUM HAYKOBUM WKOAAM,
W0 3aiManucs NUMAKHHAMYU CNAOK0BUX 3aX60pl08anb At0dunu. TIpoananizoeano Haykosi ma coyiokyasmypHi nepedy-
MO8U, W0 BNAUHYAU HA BEKMOPU PO3GUMKY HOBUX HANPAMIE MeOUKO-2eHeMUUHUX 00CAI0NCeHD.

KimouoBi ciioBa: meduuna eenemuka, ycnadkosysants, ycnaoko8ana aHoOMAanis, HaAyKo8i WKoau, MOAEKYAAPHO-
2eHemu4Ha 0iaeHOCMUKa.
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