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Annotation. This article reflects the data of diseases, the prevalence of
molecular hereditary human diseases, risk factors for hereditary diseases. The data of
methods of prevention of common hereditary diseases are also presented.
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BBenenue

HacnenctBenusie (akTopsl MOTYT MPUHUMATh CaMO€ HEMOCPEICTBEHHOE
ydqactre B (()OPMUPOBAHWH IMATOJOTHYECKUX TpoIeccoB. HacneacTBEHHOCTh MOXKET
OBITb ATHUOJIOTMUECKUM (PAKTOpOM WM UrpaThb pojb B MaTOreHe3e JIIOOro
3a00JIeBaHUS .

B Hacrosmee Bpems u3BecTHO okoio 2000 HacieaCTBEHHBIX Ooyie3HEW U
TEHETUYECKU JIETEPMUHUPOBAHHBIX CHUHAPOMOB. YHCIO KX MOCTOSHHO pAaCTET,
€XKETroJHO ONMUCHIBAIOTCS JECATKH HOBBIX (OpM HaciencTBeHHOM mnaTtosioruu. Ha
COBPEMEHHOM JTall€ pPa3BUTUA MEIULMHBI HCKIIOYUTEIBHOE 3HAYEHUE HMEET
pacno3HaBaHWE€ MHOTOO0Opa3HBIX HACIEICTBEHHBIX 3a00J€BaHUN M TEHETHYECKHU
JETEPMUHUPOBAHHBIX CUH]IPOMOB.

Heabp ucciaeqoBaHUs - TEOPETHUYECKUM aHAIU3 JOCTWIKEHUW B H3YYEHUH
MOJIEKYJISIPHO-TEHETUYECKUX OCHOB M F€HETUUYECKUX MEXAHW3MOB PACIpPOCTPAHCHUS
HaCJICJICTBEHHBIX 3a00JI€BaHUIA.

MarepuaJjibl 1 METOABI MCCJIEIOBAHUSA

Pemienne mnocraBieHHOM B paboTe 1€KW OCYHIECTBIISUIOCH HAa OCHOBE
MpUMEHEHUsT OOIIEHAYYHBIX TEOPETHUYECKMX METOJOB HCCIENOBaHUS B paMKax
CPaBHUTEIBHOTO aHajdu3a MHQPOpPMALUU, TTOJTYYCHHOM W3 Pa3IUYHBIX HMCTOYHUKOB,
CUCTEMaTHU3AIMK COOPAHHOTO MaTepuara.

Pe3yabTaThl ncciaeg0BaHusA U UX 00CYKIeHUE

HacnenctBeHHpiMu ~ OOJNE3HSMU,  CUHTAIOT CTPYKTYpPHBIMH  WJIH
(YHKIMOHATBHBIMU  TATOJOTUYECKUMH HM3MEHEHUSMH OpTaHW3Ma, BbI3BAHHBIMU
M3MEHEHUEM HaCJIEeJICTBEHHOU MH(OPMAIIUU.

W3ydenne HacieaCTBEHHBIX O0e3He Haudajaoch B KoHIE 18 Beka.

B 1866 r. ®nopunckuii B. M. B KkHHre «YCOBEpPIICHCTBOBAaHUE W
BBIPOXKJICHHE  YEJIOBEUECKOTO pPoJia» Jajl MPaBWIbHYKO  OIEHKY 3HA4YCHUS
OKpyKarouieid cpeabl B (HOPMUPOBAHWU HACIEACTBEHHBIX MPU3HAKOB, BPEIHOTO
BJIMSIHUSL HA TOTOMCTBO OJIM3KOPOJCTBEHHBIX OpakoB, OMHCaJ HacCJEIOBaHHUE Psia
MaToJOTuid, MPU3HAKOB (TJIIyXOHEMOTHI, MUTMEHTHOTO PETUHUTA, aJbOUHU3MA,
3assubei ryobl u 1p.) [4].

Anrnuiicknit  6uonor I'ampTon (F. Galton) mepsbiii mocraBui Bompoc o
HACJICJICTBEHHOCTH YEJIOBEKAa, KaK IMpeaMeTe HaydHoro m3ydeHus. OH 00OCHOBam
IE€HEaJOTUYECKUN  METOJ] U OJIM3HEIOBBIA METOJ JUISL  U3YYEHHUSI PO
HAaCJICICTBEHHOCTH U OKPY’KaroUIed Cpebl B Pa3BUTUU U CTAHOBJIICHUU MTPU3HAKOB.

B 1908 r. anrmmiickmit  Bpau A. [appom BmepBbie chopMyaupoBa
KOHIICTIIMIO O HACJEACTBEHHBIX «OIIMOKax» OOMEHa BEIECTB, MOJOWAS, TaKuM
00pa3oM K M3YyUYEHHIO MOJICKYJISIPHBIX OCHOB Psifia HACIEACTBEHHBIX OOJIe3HEH.

1273



IV Meowcoynapoonas (74 Bcepoccutickas) HayyHO-npakmuieckas KoHghepeHyus
«AxmyanvHvle 80nPOCHI COBPEMEHHOU MEOUYUHCKOU HAYKU U 30PABOOXPAHEHUSLY

Hccnenys oaHy U3 HAcleACTBEHHbIX OoJie3HEW oOOMeHa BEUIECTB -
AJKaNTOHYPUIO, OH TMPEANOJOKWI, YTO B €€ OCHOBE JIEKUT TEHETUYECKU
00yCIIOBJIEHHOE BpOXKJACHHOE HapyllleHHe OOMEHa BEIIECTB, M UYTO TaKUM XKeE
00pa3oM MOTYT pa3BUBATLCA U JIPYTU€ HACJIEICTBEHHbIE OOJIE3HMU.

JlanbHeilllee M3y4eHHE HACJIEICTBEHHBIX OOJIE3HEH CBA3aHO C yCIEeXaMH
PACKpBITHSI MEXaHHW3Ma peaju3allui TeHeTH4YecKol wmHdpopmanuu. [lukom B 3TOM
HaIpaBJeHUU sBIIach chopmynupoBanHas [[x. bumiom u O. TelitTeMoM KOHIIETIIIHSI
«OAMH TEH - OAUH (hEepMEHTY,

OcoOble 1OCTHKEHUsT M3BECTHBI COBETCKOro HeBpomnaTtosora u remeruka C. H.
HaBunenkoB, kotopsli B 1934 romy BHepBble YCTAaHOBUJ CYIIECTBOBAHHE
T€HETUYECKON TEeTepOT€HHOCTH HACJIECTBEHHBIX O00JIe3HEH M MPUYMH HMX KIIUH,
nomuMmopduzma. OH pa3paboTan OCHOBBI HOBOTO BHJIa MEINOMOIIA —
MEIMKO-T€HETHY €CKOT'0 KOHCYJIbTUPOBAHUA [5].

B xonme 1940-x rr. amupukanckuii xumuk JI. [loauHr oOHapykun
aHOMAJIbHOE TIOBEICHHE TMPU DdJIEKTpodope3e TreMorioonHa, TMOJIyYeHHOTO OT
OOJIBHBIX CEpPIIOBUIHOKIETOYHON aHeMuel. B pesynbrare Obuio chopmMyInpoBaHO
MIPEJICTABIICHUE O MOJICKYJISIPHBIX OO0JIE3HSIX, B OCHOBE KOTOPBIX JIEkKAT U3MECHEHUS
MOCJICOBATEILHOCTH HYKJICOTHIOB (MyTalliM) B T€HE W COOTBETCTBYIONIUE WM
W3MEHEHHUS aMUHOKHUCJIOTHOM TIOCJIEIOBATEILHOCTH KOJUPYEMOIO STUM T'E€HOM
Oeka.

Tak JI. [ToauHrOoM BBEJ TEPMHUH «MOJIEKYJISIpHbIE O0JE3HN», KaK BPOXKAECHHBIC
OIIHUOKH MeTabom3Ma, 3a00J1eBaHus, 00yCIJIOBIICHHbIE HapylIeHUEM
MOCJIEA0BATEIbHOCTH AMUHOKHUCIIOT B MOJIMIIENTUAHON LENH, KOTOPhIE BO3HUKAIOT B
pe3ynbTaTe TMOHWKEHHOM AaKTUBHOCTU WJIM IIOJHOTO OTCYTCTBHUS (hepMeHTa,
KOHTPOJIMPYIOIIETO OMpPeNeNEHHBIN 3Tarm 0OMEHa BEIIECTB.

Hepenko ommO0OYHO TEPMHUHBI «HACJIEICTBEHHAs OOJIE3HBY» M «BPOKICHHAs
00JIe3Hb» YHOTPEOJAIOTCS KaK CHHOHHMBI, OJIHAKO BPOXXJICHHBIMHU OOJIC3HIMHU
Ha3bIBAIOT T€ 3a00JIEBaHUSI, KOTOPHIC UMEIOTCS YKE TIPH POKIACHUN peOeHKAa U MOTYT
ObITh OOYCJIOBJICHBI KaK HACJIEICTBEHHBIMU, TaK M HSK30T€HHBIMU (haKTOpamH.
TakoBbI, HanIpuUMep, MOPOKU PA3BUTHUSA, CBA3aHHBIC C BO3JCHCTBUEM Ha dMOPUOH U
10 HMOHU3UPYIOIIETO HW3JIYYEHUS, XUMHYECKUX COCTUHEHHM, JIEKapCTBEHHBIX
CPEACTB, MPUHUMAEMBIX MaTEPhIO, & TAKKE BHYTPUYTPOOHBIX HHPEKITUH.

OpmHako N1aieKo HE BCE HACIEICTBEHHBIE OOJIE3HM OTHOCIT K BPOXKICHHBIM,
MOCKOJIbKY MHOTHE M3 HUX MPOSIBISIOTCS YXK€ TOCJe Mepruoja HOBOPOXKICHHOCTH
(HarmpuMep, Xopest [ eHTHHITOHA KIIMHUYEeCKH oOHapysxuBaetcs rmocie 40 ner).

HacnenctBennsie  00J€3HM ~ MHOTOYHCIICHHBI U pa3HOOOpasHbl MO
MIPOSIBJICHUSIM.

CornacHo naHHBIM BcemupHOW opraHu3aiuu 31paBOOXpaHEHus, Onaromaps
MIPUMEHEHUIO HOBBIX METOJOB AUATHOCTUKH €KErOJIHO PErUCTPUPYETCS B CPEAHEM
TPU HOBBIX HACJICIICTBEHHBIX 3a00JICBaHUSI, KOTOPHIE BCTPEYAIOTCS B TPAKTUKE
Bpaua JJ000H CIelUalIbHOCTH.
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CoryacHO oHOW U3 KjaccupUKaUi, UX MOXKHO pa3/ieuTh Ha TPU OCHOBHbBIE
TPYIIbI: MOHOTCHHBIC, MOJUTCHHBbIC (MYyJbTH(QAKTOPHAIbHBIC, WIH OOJIE3HU C
HACJICJICTBEHHBIM ITPEIPACIIOIOKEHUEM) U XpOMOCOMHBIE [1].

Ectp kmaccudukanusi, B KOTOPOM XpOMOCOMHBIE OOJE€3HHM OTHOCAT K
MOHOTeHHbIM . COOTBETCTBEHHO, HACJIEICTBEHHbIE OOJE3HU JIEIATCS HA MOHOT€HHbIE
(eennvie u xpomocomuwie) M IoMreHHsIe [3].

Knunnueckas knaccudukanusi HaclIeICTBEHHBIX OOJE€3HEH MOCTpoeHa Io
OpPraHHOMY M CHCTeMHOMY npuHIunam. CoriacHo 3Toil Kiaccu(UKaIiu, BeIICTSIIOT
HACJe/ICTBEHHbIE  OOJE3HW  HEPBHOW,  HHIAOKPUHHOW,  JbIXaTEIbHOU U
CEPJIEYHO-COCYIUCTOM CHUCTEM, TEYEHH, >KEIyJAO0YHO-KUIIEUHOIO TpakTa, IOYeK,
CUCTEMBI KPOBH, KOXH, yXa, HOCa, I71a3 u Ap. Takas kinaccupukaius B 3HaYUTEIHOM
CTENIEHU YCJIOBHA, T.K. OOJIBIIMHCTBO HACJIEICTBEHHBIX OOJIE3HEH XapaKTepusyeTrcs
BOBJICUCHHEM B IMATOJOTMYECKUN MPOLIECC HECKOJBKUX OpPraHOB WM CHUCT EMHBIM
nopakeHueM Tkanei [1].

['ennbie Oone3Hu (MOJEKYISAPHBIC OOJIE3HU) SIBISTIOTCSI PE3yJIbTaTOM TEHHBIX
MyTauil (u3MeHenus ctpyktypbl moJiekyisl JJHK, uamenenuns PHK, wu3meHenus
MOJIMTICTITUTHON IIeTH, W3MEHEHUsl Oenka (CTpyKTypHOro win Oenka QepMmeHTa),
BO3HUKIIIHUX B ayTocomax U MOJIOBBIX XpOMOCOMaX.
[To penieccuBHOMY THITY (AyTOCOMHOMY WJIM CIEIUIGHHOMY C ITOJIOM) HaCIETyOTCS
MHOTHe O0o0Jie3HH OOMeHa BEHIECTB - 3H3UMonatuu win ¢epmenrtonatuu. OHHU
BO3HMKAIOT B PE3YJIbTATE MYTAllMM T'€HOB, OTBETCTBEHHBIX 3a CUHTE3 (pepmeHTOB (/.
bunn, 2.Telitym). YV yenoBeka OOJBIIMHCTBO (DepMEHTONATUI BBI3BAHO MYTallUSIMU
CTPYKTYPHBIX T€HOB, YTO MPHUBOJAUT K KAUYECTBEHHOMY, a HE KOJIMYECTBEHHOMY
WU3MEHEHUIO (epMeHTOB. Haub6onee pacupoCTpaHEHBI SH3UMONATHUH,
OOyCJIOBJIGHHbIE HApyIICHHEM AaMHHOKHUCJIOTHOTO oOMeHa ((peHMIKeTOHypus),
’KHPOBOTO (aMaBpOTHUYECKAasT WAUOTHS ), YIJICBOAHOTO (TajlaKTO3eMUsl, GPPYyKTO3ypHsI
), IYPUHOBOrO H NUpUMHANHOBOTO (cuHApom Jlem-Huxana), MuHepasbHOTrO
(mapymenue ooOMeHa meau - 6oyie3nb Bunbcona-KonoBanosa).

cuapoM. Cpeau XpoOMOCOMHBIX O0JIE3HEH, CBA3AHHBIX C U3MEHEHUEM YHCIIa
MOJIOBBIX XPOMOCOM (MOHOCOMHU, IIOJIMCOMHUH ), HauOOJIee YacTO BCTPECUAOTCS
cunapombl Knaitngensrepa (47,XY), llepemesckoro-Tepuepa (45,X), TprucoMus 1mo
X-xpomocome (47,XXX), mnomucomuss 1o Y-xpomocome (47,XVYYVY); Moxker
HaOMIOAAThCS MOJMCOMUS MO X-XpOMOCOME U Y-XpPOMOCOME OJHOBPEMEHHO
(48, XXVYV).

JI1s TMarHOCTUKU XPOMOCOMHBIX OOJIe3HEH MCIOJIB3YEeTCS [TUTOTCHETHICCKUMA
meton  (KapuOTUIHMPOBaHHME, OINPEICIICHHE IOJIOBOTO XPOMATHHA); METO/bI
aMHHOLIEHTEe3a U JAepMaToruPuKid. XPOMOCOMHbBIE OOJIE3HHM HE HACIEAYIOTCS, TaK
Kak y OOJIbHBIX HapyIllleHa PernpoayKTUBHAS (YHKIHS, HO CHHAPOMBI TIOSIBIISIFOTCS B
KQKJIOM IOKOJIEHUU C ONPEIAEICHHOW YacTOTOM KaK pe3yibTaT BHOBb BO3HUKILIUX
MyTallW y 30POBBIX JIIOIEH.

[Monurennsle 0Oose3Hu (TUNIEpTOHUYECKAsE OOJIC3Hb, aTEPOCKIICPO3, SI3BEHHAS
0oJie3Hb, omnpenaesieHHble GopMbl Tuadera, MHU30PPEHUs W JAp.) 3aBUCIAT Kak OT
reHoTuma (IMOJIMICHHOE HACIleJOBaHKWE), TaK W OT BHEIIHEH cpeibl. DT 0OJe3HU
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HA3bIBAIOTCS OOJIE3HSIMHU C HACIEACTBEHHBIM TMpeapacnoynioxeHuem. s HUX
XapaKTEpPHO U3MEHEHHE HOPMBI PEaKIMM Ha JEeWCTBHE (PAKTOPOB BHEIIHEH Cpe.Ibl
Jlnsa 3a0oneBaHWN MaHHOTO THUIIA OCOOCHHO MPUCYIIE: OTCYTCTBHE THUIUYHOTO
pacuieieHusT B OTJIMYMKA OT MOHOTHHHBIX HACJEJIOBAHHMM; PAa3HULA B YacCTOTE
MOSIBJICHUS JTAaHHBIX 3a00JIEBaHUN y POJCTBEHHHKOB TEPBOM U BTOPOW CTEHECHH
pPOICTBa; INUPOKOE  pa3HOOOpa3ue  KONMYECTBEHHBIX MPU3HAKOB  (pa3max
W3MEHYMBOCTH) CpPEOU HACEJEHUsS; 3aBUCUMOCTb IMPOSBICHHUA 3a00JIEBaHUI OT
BO3pacTa, 1oJla, NUTAaHUSA U JAp.; OTCYTCTBHE PE3KUX pa3IMYuil B MPOSBICHHUU
MPU3HAKOB MEXK]Y 3JI0POBBIMH U OOJIbHBIMU JTHOJIbMHU.

JledyeHre MOHOTEHHBIX HACJEACTBEHHBIX OOJIe3HEH MOXKET OBITh Kak
NaTOT€HETUYECKUM , TAK U CUMIITOMAaTUYECKUM.

[laToreneTnueckoe JEYEHUE B OJHUX CIIy4asX CBSI3aHO C BBEJICHHUEM B
OpraHu3M HEAOCTAIOIIUX MPOJYKTOB MYTAHTHOTO reHa. B apyrux ciaywasx OHO
CBOAUTCS K  HCKIIOYEHMIO W3  NPOAYKTOB  IHTAaHHUS  IaTOJOTHYECKH
HAKAITMBAIOLIMXCSI METa0OJIMTOB - cyOcTpaTa MyTaHTHOro QepmeHTta (amera 06e3
(dbenmwnananrHa Mpu (PEeHUIKETOHYpUHU, 0€3 TrajakTo3bl MPHU TalaKTO3EMHUHU), WU K
BBCJCHHIO OONbmMX 1103 Ko(dakropoB (Hampumep, BHUTaMUHA Bg mpH
TOMOIIMCTHHYPUH), BOCCTAHABIMBAIOIIUX (DYHKIUM MyTaHTHOTO ¢epMeHTa. B
HacrosIiee BpeMsi 3h(HEKTUBHBIE METOIBI JICUCHHs pa3padoTaHbl 1y mpuMepHo 30
HACJEACTBEHHBIX Ooye3Held oOMeHa BellecTB, a Takxke Uil psga JIpyrux
HACJICJICTBEHHBIX OoJie3Hew [7].

OCHOBHBIM CIIOCOOOM TNPOQUIAKTUKH HACJIEICTBEHHBIX OOJE3HEH sBiAeTCA
MEJIMKO-TEHETUYECKOE KOHCIYJIbTUPOBAHKWE, HANPABJICHHOE Ha MPEAYNPEKICHHUE
MOSIBJICHHUS HOBBIX CJIy4aeB HACJEACTBEHHbIX Ooyie3Hed B cembsax. boree
3¢ (PeKTUBHBIM METOAOM MNPOGUIAKTAKH HACJIEICTBEHHBIX OO0JIe3HEH cpenu
HACEJICHUS SIBJISIETCS BBISIBICHHE B MOIYJISIUU BCEX CYNPYKECKUX Iap - HOCUTENIEH
HEKOTOPBIX PELIECCUBHBIX T'€HOB C MOCIEAYIOIIHUM OCYIIECTBICHUEM IPEHATAIbHOM
IMarHOCTUKM 3a0o0JieBaHUA Yy TIUI0AA (TMPOBOJUTCS MPH CEPIOBUIHOKIETOYHOMN
reMorJIoOMHONaTUM, TajacceMuu B psane crpaH, Oosiesnu Tes-Cakca cpenu
eBpeeB-ankeHasu B CIIIA), m1ubo maccoBoe oOcnenoBaHre OEpEMEHHBIX KEHIIUH C
LEJIbI0 NPEHATAIbHOM JMATHOCTHKU PAa3JIMYHBIX BPOXKICHHBIX MOPOKOB Pa3BUTHS
[6].

BriBoabI

1. HacnexnctBeHHble 3a0oJjieBaHMsI — 3TO Oojblias Trpynna HaTOJOTUN
YeJIOBEKa,  CBSI3aHHBIX €  HApyWIEHUSIMA B TEHETMYECKOM  ammapare,
0OyCIIOBJIIEHHBIMH JICHCTBHEM MYyTareHoB. bojie3HH MOTyT OBITh KaK BPOXKICHHBIMH,
TaK 1 MPOSIBUTCA B TEUEHUE KU3HH YEJIOBEKA.

2. YcTaHOBIIEHHE B3aUMOCBSI3U MEXAYy HACJICACTBEHHBIMU 3a00JICBaHUSIMU U
MOBPEXKICHUAMH Ha YPOBHE I'€HOB M JaXKE€ LEIBIX XPOMOCOM IPEACTABISAET IS
KJIIMHAYECKOW METUITUHBI OOJIBIIION IPAKTUISCKUN HHTEPEC.

3. BrbisiBieHME TPUYMH MEPBOHAYAIBHBIX HApyUIEHUH B CHUCTEME TIE€HOB U
XpPOMOCOM, a TaK K€ U3YYECHUE MEXaHU3Ma pa3BUTHUs 0OJIE3HEN —SIBISIOTCA 3aa4aMu
Onmkaimero Oyayliero, Tak Kak MMEHHO OT MX pEUIeHUs BO MHOIOM 3aBHCHUT
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pa3paboTka 3(PEKTUBHBIX CIIOCOO0B MPOMUIAKTAKH W JICUCHUS TEeHHBIX, IOJIUIe
HHBIX U XPOMOCOMHBIX 3a00JieBaHmi [2].
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