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MEAUIMWHCKAS TEHETHUKA: OCHOBHBIE IMOHSATHUS,
METO/bI, 3AJIAYH (coodweHue 1)
UK. Cemuncruii.

(MpkyTCcKHi rocyaapcTBeHHbI MEAULMHCKUI YHUBEpCUTET, pekTop — akag. MTA u AH BII A.A. Maii6o-
poJa, Kypc MeJAHUMHCKOM reHeTHkH, 3aB. — A.M.H. LK. Cemunckuit)

Pesrome. MeguumHcKkana reHeTuka Hapaay C UMMyHororuein apnaetca Hanbonee GbicTpo passuBeato-
ujenca oTpacnblo MeauuuHbl. C oaHOM CTOPOHbLI, 3T0 06ycnoBneHo 60MbLKMM KONMMYECTBOM Hacnea-
CTBEHHbIX BONe3Hen, HapacTaHneM MyTaUuMOHHOrO AaBneHuss Ha reHoM YenoBeka U BAIUSAHUEM reHe-
TUYECKOM KOHCTUTYLUMM Ha TeyeHue HeHacneacTBeHHbIX GornesHen, a ¢ Apyron CTOpPOHbI, BO3pac-
TalWen BO3IMOXKHOCTLI C NOMOLLbH COBPEMEHHbLIX HAYKOEMKUX TEXHOMOrMIA AMarHocTUpoBaTh, Kop-
perrupoBaTh 4 NpeaynpexnaTb NosiBfieHMe HacneaCcTBEHHOW naTonoruu y notomcTea. B nekuuun na-
Hbl ONpeaeneHUs OCHOBHbIX NOHATUI, NpeAcTaBfeHbl MeToAbl U 3a4a4n MeAULMHCKON FreHETUKN.

MenuuunHckas reHeTuka — Hayka KOTopasl u3yua-
€T SBJEHUS HACIEACTBEHHOCTH M M3MEHYMBOCTH
yeNoBeKa M MX ponb B naronoruu. HacneactseH-
HOCTb — 3TO CBOHCTBO OpraHM3Ma 1oJjy4yaTb OT POAH-
TeJel W nepenaBaTb NOTOMKAM COBOKYMHOCTb IpH-
3HaKoB. VM3MEHYHMBOCTL — 3ITO CBOMCTBO OpraHu3ma
npuobperaTh B TEYEHHUE )KU3HHM HOBbIE NIPU3HAKU, KO-
TOpbIX He OblJ10 Yy poAHTENEH.

MeauumHckast reHeTHKa COCTOUT M3 ABYX OCHOB-
HbIX pa3aesnoB: obuwenl (Kaaccu4eckoil) F€HETHKH U
KIMHUYeckol rexeTHku. OOLas reHeTHKa H3ydaeT
YHHMBEpPCaAlbHbIE IIPOSABIEHUA HACIEACTBEHHOCTH W
M3MEHYUBOCTH Yy BCEX >XMBBIX OPraHM3MOB HE3aBU-
CHMO OT ypOBHs MX OpraHu3aluu. JTO BONPOCH! Ma-
TE€pHaNbHONH OCHOBLI HACIEACTBEHHOCTH, MEXaHU3MbI
M3MEHYUBOCTH, 3aKOHOMEPHOCTH HAC/IEA0BAHUS NPH-
3HAKOB, reHeTHKa nonyasauui 1 ap. Knuduyeckas re-
HEeTHKa — Hayka 00 3THOJIOrMH, NaToreHese, KIMHUKE,
JIHarHOCTHKeE, Ne4eHUH W NpodHIaKTHKE HacleAcT-
BEHHbIX Oosle3Hel yenoBeka.

Hzsectno yxe okono 4000 Ho3onoruyeckux
dopm HacnencTBeHHbIX Bone3Hel yenoBeka, KOTOpble
00yCIIOBNIEHbl ONpPEleNeHHbIM IeHETUYECKUM Aedek-
TOM, M UMEKT cllelH(PHYECKHe KIMHUYECKHE NPOsB-
nenust (MoHoreHusble 6onesuu). ExkerogHo B nurepa-
Type MOSIBISAKTCS OKOJIO COTHU HOBBIX OMMCAHUi re-
HeTH4yecku oOycnoBiieHHbIX aHoManui. Kpome Toro,
cyulecTByeT 0OoJblioe koiaudecTso Oone3Hed ¢ Ha-
CIeACTBEHHONW IpefpacnoNoXeHHOCTb0 (IOJIMIeH-
Hble WM MydbTHdakTOpuanbHble Oose3Hu), Korjaa
3a0oseBaHMe BO3HUKAET B pe3yJbTaTe HACJIEAOBAHMA
“cnaboro 3BeHa” B IEHETHYECKOH KOHCTUTYUMHM H
noj BausiHueM (akTopoB pucka Gopmupyercs nato-
noruyeckuit penorun. K takum 3abosieBaHUAM OTHO-
cATcs 0ONbUIMHCTBO OOMEHHBIX HapyLUeHWH, IHAOK-
pMHHAs NaToJIorus, uuieMuyeckas Oone3Hb cepaua,
runepToHuyeckas 60Je3Hb, aTEPOCKIEPO3, A3BEHHas
Oosie3Hb, licopua3s, OpoHXHajlbHas acTMa, liICMXUue-
CKME paccTpoicTBa, ONYXOIH U Ap.

He menee 30% nepuHatansHOi M HeOHATalibHOMW
CMEPTHOCTH 00YC/IOBJIEHO BPOXKIAEHHBIMU MOPOKAMU
pa3BUTHA, NOJIOBHHA CIIOHTAHHBIX abOPTOB MPOUCXO-
JMT MOJ BIMAHUEM I€HETHYECKUX MPUUHH.

Kpome Toro, kaxabli MHAMBUAYYM Hacieayer
OINpeeNeHHbI! ypOBEHb 3alUUTHBIX peakuuit (Bocna-
J€HUe, UMMYHUTET), a 3HAYUT WU PE3UCTEHTHOCTh K
4y)KepoJAHbIM MHGEKUMOHHBIM U HEHH(MEKUHOHHBIM
areHTaMm, YTO- OTPA)KAeTCsA HA TeYyeHUHW 3aboseBaHMiA.
3HaHME OCHOB MENMUMHCKOH TIEHETHKM [03BOJIAET
Bpayy NOHMMaTb MEXaHU3Mbl MHAMBUAYAIbHOIO Te-
yeHus Oone3Hd M BblOMpATh aJeKBaTHbIE METOb
JEYEHMUS.

[To manneiM BO3 3a 1999 r. 60% nacnencrBex-
HOM NATOJOrMU NPOSBISETCS B PAHHEM JETCKOM BO3-
pacre (mpumepHo po S ner), 30% — go 25 ner u
10% - nocae 25 ner. 50% HacneacTBeHHbIX Gounes-
Hell M NOPOKOB pa3BUTHA Heusneuumsl, 40% noana-
IOTCS YaCTHYHOW KOppekuMH u Tonbko 10% — usne-
YHBAKOTCA.

HeoOxoaumo pasnuyaTh MOHATUS “HacCjeACTBEH-
Hble” M “BpoxaeHHble” Oone3nu. BpoxnaeHdbie 60-
ne3Hu 6osee WMPOKOe MOHATHE, KOTOPOE BKIKOYAET
BCE MATOJIOrMYECKHE COCTOSIHUS, KOTOpble CYLIECT-
BYIOT IIpH poxxAeHUU pebeHka. Croia BXOAAT U BHYT-
puyTpoOHble MH(EKUUH, U OCIIOXHEHUS MaTOJIOrMU
0epeMEHHOCTH M pOj0B, U COOCTBEHHO HAC/eACTBEH-
Hasi narosorus, o0ycioBieHHas BIUSHUEM MYTAHT-
Horo resoruna. Hekoropble HacnejscTBeHHble 3a00-
JIeBaHUs BOOOLLE MNpOsBIAKOTCA B Oojee no3agHem
BO3pacTe U NpH poxaeHuM pebeHka He JHarHOCTH-
pytorcst (Muoauctpodus roweHHa-Bekkepa, Myko-
BUCLIMA03, XOpes [eHTHHITOHa 1 Ap.).

3THOJOIMA HACNEJCTBEHHON NaToJoruud obs3a-
TENbHO CBA3aHA C MyTALMOHHOW M3MEHYMBOCTbHIO M0-
JOBLIX KIETOK WIM MX I[pEeALIeCTBEHHUKOB. MyTa-
UM — ITO CTOMKOE M3MEHEHWE I'€HOTUIA IOJ BIUS-
HUEM  DKCTPEMAllbHbIX (MYTareHHniX) (axkropos
BHELIHEN cpeabl. PasinyaoT TpH OCHOBHBIX TPYIIIbI
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myTareHoB: 1) duznueckue (pagMaLMOHHOE, PEHTrE-
HOBCKOE, yJNbTpadroneToBoe, INEKTPOMArHUTHOE U
IpYTHMe BUAbl M3JYUYEHHs, CBEPXBbICOKAA M CBEPX-
HU3Kas TeMIepaTypbl, KPUTHYECKHE 3HAYEHUA [aB-
JIEHUS W T.A4.); 2) XUMHUUYeckue (KUCJIOThl, LEIOoYH,
CONM TsKEbIX METansoB, mepekucH, csoboiHo pa-
[MKallbHblEe COEAMHEHMs, AHWIMHOBBIE KPacCUTENH,
apOMaTH4YeCKHEe YIIeBOAOpOAbl, OEH3MMUPEH, MCHXO-
TPONHbIE JNEKAPCTBEHHbIE MPenaparhbl, LHUTOCTATHKH
n ap.); 3) Ouonoruyeckue (mpocTeilive MapasuThl,
TOKCUHBI BaKTepuil, BUpYCbl).

[lo cTrenenu HapylueHHs FeHOTHIIA BbIAENAOT Ie-
HOMHbIE, XPOMOCOMHbIE U FE€HHbIE MYTALMH.

[ eHoAMHble WIW YUCIIOBBLIE MYTAUHMHU CBA3AHbI C
HapylIieHHEeM KOJIMYECTBA XpOMOCOM. MexaHU3M 3TO-
ro TUMNAa MYTalUMH 3aKJIHOYaeTCs B HEPACXOXKAEHHH
XpOMOCOM MpU MeHo3e U MpOosBIsEeTCA B BUAE MONH-
WIonMAMH uan rereportonauit (awdynnouauii). Ilo-
JUIUIOWAUA — ITO YBEJNHMYEHHE XPOMOCOM KpaTHOE
ramjionaHoMy Habopy (3n — Tpunnouna, 4mn — TeTpan-
Jnoua, Sn — nedrtariona). Jns yenoBeka MOJMUILION-
JMsl neTanbHa M OMOPUOHBI, KaK NPaBUIIO, HE BbIXKH-
BAlOT. AHIYMIOUAMSA — ITO M3MEHEHHE KOJIIMYECTBA
XpoMocoM Ha oaHy (2n+1=47 — Tpucomus, 2n—1=45 -
MOHOCOMMSA). BONbILIMHCTBO aH3YMJIOMAbIX 3apOjbl-
e crnoHTaHHO abopTUPYHOTCS Ha pas3HbIX CpOKax
GepeMEHHOCTH, ApYyrMe BbKHBAKOT M POXKIAAIOTCA Ae-
TH C OMpeAesIeHHbIMH HACNeACTBEHHbIMH CHHApPOMa-
mu ([ayna, [atay, DaBapaca, Knaiindenotepa, Tep-
Hepa u 1p.)

Xpomocoatnsle MyTaUMH Bbl3bIBAIOT HApYILUEHHA
CTpoeHHs XxpomocoM (abeppallMu) Mpu COXpPaHEHHOM
MX KoJandecTBe. MexaHu3M XpPOMOCOMHBIX NEPECTpo-
€K JO0 KOHLA HE HM3y4YeH M, MOo-BHUIMMOMY, CBA3aH C
HeMoCpeACTBEHHbIM BIMsIHUEM MyTareHHoro ¢bakropa
Ha HYKJICONPOTEHAHbIE CTPYKTYpbl. BblaensaoT He-
CKOJIbKO THMOB XPOMOCOMHBIX abeppauuii: 1) nene-
UM — HEeXBaTKa yyacTka; 2) UHBEpPCHA — [EPEBOPOT
yuactka Ha 180; 3) TpaHcnokauusa — nepeHoC yyacTKa
XpOMOCOMbBI Ha JApyryto; 4) Ayninkauus — yaABOEHHE
yuacTka. HacTb XpOMOCOMHbIX abeppaluil ABAAOTCA
cbanaHCHMpPOBaHHLIMU M KIMHHYECKH HE MPOABIAIOT-
cs, ApYrue — NpUBOAAT K HAcCJI€ACTBEHHOI! 1aTOJIOrMU
M AarT nonuMopdHyr, 4acTo HecneuMpUUECKYIo,
knuHuKy. Haubonee xopoiwo usyueH cuHapom “ko-
L1aybero Kprka”, XpOHUYECKUH MUETOUAHBIH NENKO3,
TpaHCIOKALUMOHHbIH cunapoM JlayHa.

TenHble NN TOYKOBbBIE MYTALMH — 3TO U3MEHEHUA
nocnenoBatensHocTH Hykneotuaos JHK, npusoas-
(M€ K HapyLIEHHUIO TFeHEeTHYECKOro Koja M CHHTE3a
6enka. MexaHu3mbl MonekynspHeix nepecrpoek JHK
pa3HooOpa3Hbl: 3aMeHa HyKJIeOTHAa, BblMAaJEHHE
HYKJIEOTHAA, [1ePeCcTaHOBKA HYKJIEOTHI0B, YABOEHHE
Hykneoruaa, paspsiB uenu JJHK u np. [opasnsiouiee
YUCJI0 TOYKOBBIX MYTalLMil BOCCTaHABIWBAETCA [MOA
snusnuem JHK-penapas — ¢epmMmeHTOB, ycTpaHsio-
wux aedextsl B Monekyne JJHK, ocranbHble npuBo-
JAT K pa3BUTHUIO MOJIEKYNAPHbBIX Oone3Hei.

3aboneBanus, cBA3aHHbIE C TEHOMHBIMUY U XPOMO-
COMHBIMH MYyTaLUMSMM, Ha3bIBAKOTCA XPOMOCOMHBIMH
6one3Hamu, a 3aboneBaHus, BbI3BAHHbBIE TOYKOBBIMH
MYTaUHUAMU, NPOSIBASIOTCS B BUAE reHHbIX DOne3HeH.
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[laTorenes HacneacTBeHHbIX Gose3Hel onpenens-
€TCSl CTENEHbIO MOBPE!AEHHSI FEHETHYECKHX CTPYK-
Typ, XapakTepoM OHOXMMHYECKMX HapyLIeHHH W
¢bopMHpyeTcs Ha YPOBHE LEJOCTHOrO OpraHu3Ma.
YeMm Godiblie XpOMOCOMHOIO MaTepHala BOBJIEYEHO B
MyTalUMioo, TeM paHbuwe 3aboneBaHHe NPOSABUTCA B
OHTOreHe3e, U TeM 3HauuTelbHee OyAyT HapylleHus
denornna. Kak mnpaBuno, u30bITOK TEeHETHYECKOrO
MaTepuana rnepeHocuTcs ropa3ao 6onee Gnaronpusr-
HO, 4Ye€M €ero HeJOoCTaToK. XapakTEpHOH uepToi
OOJILIIMHCTBA HAcNeACTBEHHbIX OoJe3Hell saBnsercs
3aMHTEPECOBAHHOCTE MHOTUX OpPraHOB M CUCTEM, pe-
3UCTEHTHOCTb K MPOBOAMMOI Tepanuu, HeGnaronpu-
ATHBIH IPOTHO3 VIS BbI3JLOPOBIIEHHS.

M3yyeHHe reHETUKH YeloBEKa MPEACTaBIAET 3Ha-
YNUTEJbHbIE TPYAHOCTH, KOTOpblE CBA3aHBI C ‘“‘He-
yno0cTBOM” 00bEKTa HCCeA0BaAHUS.

VY 4yenoBeKa HH3Kas MJIOAOBUTOCTH, MO3JHEE Ha-
CTyMnJIeHHe [1070BOH 3penocTH, O0blIOoe KOTHYECTBO
XpOMOCOM, CJIOXKHbIH MEXaHW3M Haclel0BaHUs MpH-
3HAKOB, Ha JIIOJAAX HE NMPOBOIAT IKCIIEpHMEHTalbHble
cKkpelwuBaHua U 1.4. TeM He MeHee, 3afayu NPaKTH-
yecKoH MeaMUMHbI NOTPebOBaANIM OT yUEHbIX U Bpayei
pa3paboTKH KOMIUIEKCAa METOJO0B, MPUMEHSEMbIX B
MeAULUMHCKONH reHeTnke. OCHOBHBIMM M3 HUX ABISA-
I0TCA  KJIMHUKO-T€HEaJlornyeckui, unroreHeruye-
CKUH, MOJEKYNAPHO-OMOXMMHUUYECKUH, MOMYIALHOH-
HO-CTaTUCTHUYECKHH, O1M3HELOBbIH, AepMaTOraurka
M 3KClepHMEHTaNbHbIH (MOAENMPOBAHME HACIenCT-
BEHHbIX 6ose3Hel Ha 1abopaTOpPHbIX )KUBOTHBIX).

CyTb KAUHUKO-2€l1ean02u4ecko20 Memooa 3aKi-
yaercs B NpPOCNEXHMBaHWM GOJIE3HU B CEMbE WJIM pO-
Jly, COCTaBJIEHUM W aHAIM3e POAOCIOBHON U MPOTHO-
3UPOBAHUMU NOsBAEHUA OONbHLIX NMOTOMKOB. MeTon
COCTOMT M3 ABYX OCHOBHbIX 3Tanos: cbop ceMmeitHoro
aHaMHe3a M COCTaBlE€HWE POAOCIOBHOro Apena (Tad-
JWUbI), aHAIN3 POJOCIIOBHOH C omnpejefneHueM Tulia
HaclleJOBaHUs, MEHOTHNOB YJIEHOB CEMbU M pacuera
pucka 3aboneBaeMocTu ana notomkoB. K Hemocrat-
KaM TeHealorMyeckoro Meroja CleayeT OTHEeCTH
CKYJAHOCTb CEMEHHOIro aHaMHe3a, Majloe KOJUYeCTBO
NOTOMKOB W YCJIOBHO-TEOPETHYECKHI XapakTep npo-
rHo3a.

Lumozenemuueckuti atemod ABNSIETCH OCHOBHBIM
COBPEMEHHbLIM T€HETUYECKUM METOAOM HCCIIeI0Ba-
HUSl, KOTOPbIA MO3BOJISAET MOCTABUThL TOYHBIH AHArHO3
HacneacTBeHHOH 6one3nn. OH COCTOUT B BU3yallbHOM
UcclleJOBaHUHM XpoMOcoMHoro Habopa OoJibHOro ¢
onpejeNeHHeM KOHKPETHOrO reHeTHYeckoro aedex-
Ta. Haule Bcero MccneayroT KapHOTHIT TUMQPOLMUTOB
neprpepnueckoi KpoBH, KIETOK KOCTHOTO MO3ra,
¢nbpobnactoB KOXH M KIeTok 3MOpuoHa. O6bIYHO
[IPH NOMOILLM CBETOBOI'0 MHKPOCKOMNA U3y4yaloT MeTa-
dhazHble XPOMOCOMBI, OKpalleHHble no meToay ['um3a
(nnddepenunpoBanHas okpacka). [Ipobonoaroroska
3aKkaroyaercs B 3abope maTepMana, BblJENEHUM Kile-
TOK, UX KYJIbTUBUpOBaHUM, 0OpaboTke ®I'A u xon-
XULUHOM.

Moaexkynapno-6uoxusuveckue Atemods! Hanpas-
JIeHbl Ha BbIAABJIEHHWE B OpPraHU3Me XUMHYECKHX Be-
LIECTB, KOTOpbIE 0Opa3yTCs NpU onpeeleHHbIX Ha-
CJIEJCTBEHHBIX HAPYILUEHUAX W SIBIAIOTCA MapKepaMu




6onesneil. buoxumuueckue noxkaszatenu (NepBUUHBINA
OeNKOBbIH NPOAYKT IeHa, HAKOIMIEHHE IaTONOTHYe-
ckoro MetabouTa BHYTPH KJETKH U BO BHEKJETOY-
HBIX XXUAKOCTAX OONBHOI0) OTPaXarT CYLUHOCTh §O-
Je3Hn Oosee ajekBaTHO, YEM KIMHUYECKUE CHUMMTO-
Mbl, HE TOJbKO B JUarHOCTMYECKOM, HO U B ['€HETH-
YecKOM acnekre. MMEHHO mNo3aTomMy, HECMOTpsS Ha
CJIO)KHOCTb M BBICOKYK) CTOMMOCTb GHOXHMHYECKHX
METOJIOB, UM MPHUHAMIEKUT BEAyLlas posib B IHATHO-
CTUKE MOHOTE€HHBIX HacjeACTBeHHbIX OonesHel. Co-
BpPEMEHHbBIE CBEPXTOUHBIE TEXHOJOIHH (KMAKOCTHas
Xxpomatorpagus, Macc-CIEKTPOMETPHS, MarHWTHas
pe3oHaHcHas cnektpockonus, JHK-unentnduxauns
M Ap.) MO3BOJSAIOT BBIABUTH BapualMU B CTPYKTYpe
reHa, NOJMNENTUAHON LEMHU, MPOMEXYTOUHBIX METa-
GOIMTOB, KOHEYHbIX IPOJYKTOB peaKLHH.

TonyaayuonHo-cmamucmuyeckue Menoobl HUC-
CleIoBaHUs OCHOBaHbI Ha 3akoHe Xapau-BaiiH6Gepra
(3aKkoH reHeruyeckoi CTaOMJIBHOCTH ROMYNALUNH).
CMbICJI 9TOTrO 3aKOHA 3aKJIIOYAeTCH B TOM, YTO NpPH
ONpe/Je/IeHHbIX YCJIOBHSX COOTHOLIEHHE UacTOT J0-
MHUHAHTHbIX M PELECCUBHbIX FE€HOB, CJIOXMBLUEECH B
reHodoHae NONyasiUMH COXPAHAETCA HEU3IMEHHBIM B
psaay noxonenuid. [lonynauuid, MNONMHOCTBIO OTBe-
yarlux TpeboBaHusaM 3akoHa Xapau-BainOepra, B
npupoje He cylecTByeT. B kaxnoil ecrecTBeHHOI
NOMnynsuuy, B TOM YUCIIE U YEJTOBEYECKHX, NPOUCXO-
AT MYTaLHOHHbII npoluecc, ecTecTBeHHbIH oTOoOp U
MUrpalMoHHble npouecchl. OJHaKO M3MEHEHME uac-
TOT ajsieneii noa AeiiCTBUEM JBONIOLUMOHHBIX (haKTo-
POB OCYLLUECTBJSAETCS OYEHb MEAIEHHO M I0ITOMY
NOMNynsiUMOHHO-CTATUCTUUECKUH  METOA  yCNELIHO
NpUMEHseTcst NPU HCCNeJ0BaHUM 4acTOT BCTpeYae-
MOCTH MpPHU3HAKOB, FEHOB M HacleACTBEHHbIX 3abone-
BaHUH B 4YeJOBEYECKUX Monynauusx. Meroa nosso-
NS€T BBIABUTH POJIb HACJEACTBEHHBIX M CPENOBBIX
(aKTOpoB B BO3HMKHOBEHHH HAClEACTBEHHON naTo-
JOTMH H (PEHOTHIIMYECKOro noauMopdu3ma.

bnusneyosgorii  Atemod NO3BONAET ONPEAETHTH
pOJib M€HETUYECKOro BKJAAa B PA3BUTHM MATOJNOIH-
yeckoro npusHaka (6osesnu). Mcenenyercsa Hanuune
U BbIP@XXEHHOCTb UHTEPECYIOLIEro NpU3HaKa y OJHO-
H10BbIX (MOHO3UIOTHBIX) U ABYAHLOBBIX (AM3UIOT-
HbIX) 0aM3HEHO0B. MOHO3UIOTHBIE OJM3HELbI [EHETH-
4ECKH MJIEHTHYHbl W MMEIOT BBICOKYH IApHYK Yac-
TOTY (KOHKOPAAHTHOCTb) A1l HaCJeACTBEHHbIX 3a60-
NeBaHUM, a IM3UTOTHbIE OJM3HELbl UMEIOT B CPEIHEM
okono 50% oblwux reHoB MU HU3KYK KOHKOPJAHT-
HOCTb JUIf HacleJACTBeHHbIx DonesHeit. Eciu aTnoio-
rusi 3ab0jeBaHUs HE CBsi3aHa C FEHOTHIOM, TO KOH-
KOpPAAHTHOCTb AJIA OJHOSMHUOBBIX W JABYAHLIOBBIX
61u3HenoB OyeT NPUMEPHO OJMHAKOBOM.

Memoo modenuposanus nacnedcmeenmvix 6ones-
Hel 4esoBeka Ha J1abopaTOpHbIX >KMBOTHBIX HMEET
BCE MNPEUMYILUECTBA IKCIEPUMEHTANBHOTO HCCIEN0-
BaHUsi: BO3MOXHOCTb pabOTbl Ha JIMHEHHBIX *KMBOT-
HbIX, OJy4€HHE N0ObIX TMOPUAOB, H3YUEHHE KIIETOK
U TKaHeil B JuMHaMuKe 3abosieBaHusi, pa3paboTka M
NPUMEHEHHWE HOBBIX METOA0B Tepanuu u Ap. MMeHHO
Ha MOJAENBbHBIX JXHBOTHBIX YCMEIUHO I[POBOAAT HC-
CJAeNOBAHMUA NO KIETOUHOH MHXKEHEPHH, TeHOTepa-
11MH, pa3pabaTbIBAIOTCS HOBbIE MOJIEKYJIAPHO-TEHETH-

yecKue Ccrocodbnl
bonesHei.

Hepmamoznugpuxka uccieayer pHUCYHOK KOXHBIX
CKJIaJIOK Ha JaJOHAX U CTOINAX, KOTOpPbIE KOppeaupy-
0T C HacleACTBEHHOM nartoJsiorueid. B Hacrosuwee
BpeMsi YCTAHOBJIEHAa HAaclIeICTBEHHass 00yCoBIIeH-
HOCTB KOXHBIX Y30POB, XOTs XapaKTep HacJle/0BaHusl
OKOHHYATENbHO HE BbIACHEH.. M3yueHue monei ¢ xpo-
MOCOMHBIMH 00JIE3HAMHU BBIABUIIO Yy HUX crieuuduue-
CKHE U3MEHEHMUsl PUCYHKOB NajblUeB U, JIaAOHEH, 4TO
NO3BOJISAET MCMOJIB30BaTh METOAbl J€PMATOTIU(pUKH
M NaJbMOCKOINHUHU B JMArHOCTHKE ITHX 3a0oneBanuii.
MeHee M3yueHbl aepMaTOriuduuecKue OTKJIOHEHHs
npu redHbix Gosesnsax. OnHako onucaubl cneuudu-
4YeCKMe OTKJIOHEHMS 3THX IoKazaTesei npu 1wu3zod-
pEHUU, MUACTEHUH, NTUMGOUJHON NelKEMUH.

OcHOBHOH 3ajayeil MEAUMUWHCKOH TIE€HETUKHU B
LIUPOKOM CMbICJIE SBJISETCS pacliH(pOBKA MEXaHH3-
MOB HACJIEACTBEHHOCTH U U3MEHUYMBOCTH 4eJIOBEKa U
npeaynpexxaeHue HacleACTBEHHOH naTosoruu. DTa
3a4aya pelwaeTcs OuosoraMit i GHOXIIMIIKAMIL i
MOJIEKYASPHOM YpPOBHE, MOp]oJioraMu — Ha KJIETO4-
HOM M TKaHEBOM, BpayaMW — H4 OPraHU3MEHHOM
YPOBHE OpraHu3alMH XHU3HH.

OcTaHOBUMCSl Ha KIIMHUYECKOM acCIeKTe 3aj1aui,
T.€. Ha OOLMX MOJOXEHUSAX W NPHUHUUNAX MEIUKO-
FE€HETUYECKOr0 KOHCYJIbTUPOBAHHUS HACEIEHU.

Meouxo-zenemuyeckoe  KOHCyTbmuUposanue -
OJMH M3 BUJOB CMNELHUANM3IUPOBAHHON MOMOILU Hace-
JIEHUIO, HaMpaBlEHHbIH Ha NPENYNPEXAEHHUE M10sBJIe-
HUSl B ceMbe OOJIbHBIX C HACJIENCTBEHHOM NaToJoru-
eil. OCHOBHble 3ala4¥ MEJUKO-TEHETUYECKOTO KOH-
CyJNbTHPOBAHUS BKJIOYAKOT!

1) ycTaHOBIEHHE TOYHOIO JHArH03a HAC/eACTBEHHO-
ro 3abosieBaHus;
2) onpeneneHue TMNa HaclenoBaHus 3abojeBaHus B

JIaHHOM ceMbe;

3) pacueT pucka NOBTOpeHMs DONE3HU B CEMbE;
4) onpenenenune Haubonee addekTusHOro cnocoba
npoHIaKTHKH.

[ToxazaHuAMU AN MEAMKO-IFE€HETHUECKOT0 KOH-
CYJIbTHUPOBAHHUSA ABIAIOTCA pOXxJeHUE pebeHKa ¢ Bpo-
X/IEHHBIM NIOPOKOM pa3BUTHSA, 3aJepkKKa HUIUUECKO-
ro pasBUTHUs WJIH YMCTBEHHAs OTCTalOCTs y pebeHka,
OTATOLUEHHbIA CeMelHbIi aHaMHe3, OJIM3KOpPOICT-
BeHHble Opaku, [IOBTOPHbIE CIIOHTAHHBIE a0OPThI, Bbl-
KHABIIUK, MEPTBOPOXAEHMS, HeOnarononyuHoe mnpo-
TexaHHe OepeMeHHOCTH, BO3AEHCTBHE Ha OepeMeH-
HYIO XEHLUHUHY MyTareHHbIX (pakTopos.

B nocnenHue rojpl IMpOKOe BHEAPEHUE METOL0B
NpeHaTalbHOW JUMArHOCTUKU 3HAUUTENbHO MOBLICHIIO
3G (EKTUBHOCTD MEAUKO-TEHETHUECKOr0 KOHCYIbTH-
poBaHUSt M I[103BOJIMIIO B pAAE CllyyaeB NEPEWTH OT
BEPOATHOCTHOIO K OAHO3HA4YHOMY MPOrHO3Y 310pO-
Bbs [IOTOMCTBa B CEMbAX C HaCJEACTBEHHOI martoJo-
ruei. B HacTosliee BpeMs NPUMEHSIOT ABE IPYIIlbl
METOJ0B NpPEHaTalbHOW JHArHOCTHKU — HEHHBA3UB-
Hble U uHBa3zMBHble. K nepBoil rpynne oTHOCUTCH
yJBTpa3ByKoBoe HccienoBaHue mioga. C NnoMOLbIO
Y3U Ha 16-20 nenene GepeMEHHOCTH, KOTAa 3aKaH-
YUBAETCS OPraHOrEHE3 M0AA, BLIABISIOT 3HAYNUTEb-
HOE€ YHUCJIO MOPOKOB pa3BUTUs. JIpyroil MeTO] HEHH-

JAUArHoCTUKHW  HACJICACTBCHHBLIX
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Ba3HBHOH HpCHaTaHLHOﬁ AWAarHOCTHKH — Oolpencne-
Hue a-QeTonpoTrenHa, XOPHOHHUYECKOrO0 TOHALOTpO-
[MHA ¥ APYTHX MapKepOB B ChIBOPOTKE KEHLIMHBI Ha
16-20 Henene OEpeMEHHOCTH AN BBISABIEHUS CHH-
npoma Jlayna y nnoaa. MHBa3nBHblE METOABI NPEHA-
TalbLHOM ANArHOCTUKH MNPEACTABICHbBI aAMHHOUEHTE-
30M, OuorncHel XopuOHA W MIaLEHTbl, KOPJOLEHTE-
3oM. C UX NOMOWIBIO MMOJIYYAOT KJIETKH IUIOAA AJs
UMTOrEHETHUECKOr0, OMOXHMHUYECKOTO 1 MOJIEKYISp-

HO-reHeTuyeckoro aHanu3a. OOHapy)keHHE TreHeTH-
4YeCKOH MaToJOrHK Ha PaHHHUX Cpokax GepeMeHHOCTH
NO3BOJIAET CAENaTh MEAMLMHCKMH abopt. [Ipunsartue
OKOHYATENbHOTO PEIIEHHS O AETOPOXKACHUH OCTaeTCs
3a ceMbEH.

Metoab! NpeHaTanbHON AHAarHOCTHKH MOCTOSHHO
COBEPLUEHCTBYIOTCS, U B HeJajlekoM OyayuiemM, noutu
Kax 10/l ceMbe MOXHO OyZneT momoub B Mpeaynpex-
JNEHWKU pOXAeHUs OonpHOro pebeHka.

THE MEDICAL GENETICS: GENERAL CONCEPTION, METHODS, PROBLEMS (a repot 1)

I.J. Seminsky
(Irkutsk State Medical University)

From this lecture the students may receive the information about base conception, methods and the
problems of the modern medical genetics. Etiology, pathogenesis and problems of the genetic diseases are
descripbed. 4000 genetic diseases in the human population take place. Chromosome and gene diseases develop
owing to mutations. There are many methods of medical genetics: cytogenetic, genealogical, populative,
statistical, biochemical and others. Prevention of the genetic diseases includes invasive prenatal procedures.
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