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HPOBJEMbBI IIPEHATAJBHOU
JANATHOCTHKN HACJENCTBEHHBIX BOJE3HEU
I BO3MOMHBIE IIYTH WX KOPPERIIIHN

B pa6ore daerca onpedeaerue npexarasvroid Ouaenocruru ([THA) Raxk HOB020 HAYHHOO
HANPABACHUR MEOUYUNCKOI SEHETUKU, YEABIO KOTOPO20 ABARCTCA UBYHEHUC (PYHKUUL 2EHOMQ
PA3BUBAIOWE20CA 3apOdblit HeAOBCKQA 6 HOPME I NATOAOZUU, €20 A3auMOBelcT8uid ¢ Mmure-
JUHCKUM OPeQHUSMOM 1t pa3paboTKa HA 3TOL OCHO8C ONTUMAAbHLIX NYTed NPOPUAAKTUKN,
QuUeROCTURL U, 6 NePCNeKTUSe,— ACYCHUS HACACOCTBeHNbLY Doac3Hed, Paccmorpenst naubo-
awee akTyanvmbie 3adawu [1]], #enocpedcr8enno CEA3GHHbIE ¢ UWHIPOKUM NPUMEHEHUEM MOAC-
KYAAPHO-2eHETUHECKUX MeT0008 uccaedosanus. Taxosonimi 0458 OnaeHOCTUKU MOHOSCHHHLX
donesned seasorcs: [TAP®-anarus cemerr avicorozo pucka u coddatue Gankos AHK-dan-
HOLX; HEOBXOOUMOCTE WUPOKO20 BREDPeHUR noAusMepasHol yennol peaxyuu cunreza JHK;
HOUCK  HOBbIX  OHUSHOCTUHECKUX HOAUMODPHOIX CQUTO8; QHAAU3 MOACKYAAPHOU npupodot
naroAQCUHeCKUX Myraqud; sutACHEHUE nepsulmmx BUOMeXAHU3NO08 JelcTaus ﬁlyT(lHTHblI CCHO.
Axryanrsroie 3a0auu TTJ1 xpoMOCOMHbIX GOACIHCE BRAIOHANT: AHAAU3 XPOMOCOMHBIX (bEp-
payuld npu nomouiu xpomocom-cneyuuueckux AHK-30n008; uccaedosanue zenesa aniyn-
ou0ul; AHAAU3 XPOMOCOMHO20 MOBAUUUBMA: PU3PAOOTKA HCUHBA3UBHOIX METOJ08 onpedce-
JQEHUS noaa u xapuonumpo(fauuﬁ naoda. Kparico O6('y3fﬁa{l}()'l'(fﬂ OCHOBHOLC nOJdxodul K
npobaeme KOPPeKyunl ceHeTUHeCKUx Je(eKTos 1 Tepanuu Hacaedcreennoly Go.aesneld Ha pai-
HOLX CTAOUSX OHTO2CHE3Q HCAVBERA.

ITH — cpaBHHTeJbIIO HOBOE HaNpaB/ieHHe MeAULHIICKON reueTHKH, No pi-
BY 3aHHMAIOLLEE LEHTPAJbHOE MECTO B KOMILIEKCE MepOIDPHATHIT 110 npodH-
JaKTHKC U MPEAyNPEeXRAeHHI0 HacaeacTBenHbx GoyesHelt [1, 2|. Bosnukwas
Ha CTbIKe MeAHUMHB U MHOTHX Ouosoruveckux Hayk [ npecseqyer cyrydo
NPAKTHUCCKYK I1€Jb. CBOCBpPEMEHHUOC BBHISABJICHME H ]'lpe,ZLpre}K,ElE'HHC no-
JKACHHST NJIOAOB ¢ TAXKCJABIMU NOPOKAMY Pa3BUTHA U HACJEXCTBeHHLIMH 00-
JIe3HAMH, KOTOpas AOCTHrAeTCs NMPH MOMOILH CaMblX pa3Hoo0pas3HblX Melu-
UHHCKHX MOAXOJO0B ¥ MNpHBJeHeHHsT GoraToro apceHata  pasHoobpasiibix
OHOXMMHYECKUY, LUTOTeHETHUECKHX, & B NOCJEIHHE TOABI H MOJEKYJSAPHBLIX
MCTOJOB HcciepoBatusi. Byvecre ¢ TeM ceronHs CTaHORHTCH Bce Gosec oue-
BHAHBIM, uro I1Jl — otHionb e mpocroil HaGop merozon. [To Mepe paspu-
tHa 11 pce Boaelie TpaHchHopMHUPYETCS B CAMOCTOSTEABHOC HayuHOe Ha-
IpaBJeilde CO CBOMMM 3ajavaMy, MCTOAaMH U MPeiMEeTOM HCCJe0BAHHUS.
[To cyru I1M0 cneaver paccMarTpuBaTh KaK KJIHHHUECKYIO (MENHIHHCKYIO)
reHCTHKY pas3BHUTHs Ue/OBeKa, OCHOBHOW 3ajaueil KOTOpoH SIBJIseTcs H3y-
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elue  oco0eHHOCTell PCaH3allHd TeHeTHUCCKOH HMH(MOpPMALHK  Pa3BHBUK-
Hlerocs 3apoAbllla uyeJoBeKa B HOPME M MATOJOTHI Ha  MOJEKYJSiPHOM,
KJICTOYHOM, TKAHeBOM H OPraHU3MeHHOM YPOBHAX C Leshio pazpaboTkil ol-
THMAJBHBX €NMoco6o8 NpoPHIAKTHKY, AHATHOCTHKH W, BIOCJEACTBHH, Je-
YeHHSd HACJeJCTBeHHLIX OoJie3Hel.

Llenpio paboThl fiBJAsETCH paccMOTpelHe Han0oJjee aKTvasbHbIX 34714
I1/1, cocpenoToulB OCHOBHOE BHHMAllHe Ha Tex 13 HHX, KOTOpble HeMmocpel-
CTBEHHO CBSi3aHLl ¢ HMCMNOJb30BAHHECM MOJEKYISPHO-TeHEeTHUECKHX MNOAX0A0B
B AMACHOCTHKE KaK MOHOreHHOH, TaK H XPOMOCOMHON NATOJNOIHH, a TaKKe
BO3MOXKHbBIE NMyTH NpeHaTaJbHOH KOPPEKUHMH HacJeNCTBEHHBIX OoJsesHell.

OcHOBHBIe TMPHHIHNBL MOJIEKYJAPHOH AHArHOCTHKM  HacjeJCTBeHHLIX
Goje3Heil MOAPOOHO H3J0XKeHbl B MHOI'OYMC/IEHHBIX 0030pax M rjaaBax Mo-
Horpaduil kax 3apybexubix [3—5], Tak u oreuecrsennwix [1, 2, 6—10] as-
topoB. Haubonee pacnpocTpaHeHHBIM NOJAXOAOM SIBJAHETCS JHATHOCTHKA €
MOMOIIIbIO CLENNeHHbIX MapKepoB, NpeacTaBasioUlnx cobod noauMopodHble
cautel mMosekyn JAHX BHYTpH MyTHpPOBAaBINEro reHa HJH PacloJOXKeHHbIe
B HeNOoCpeACTBCHHOH OJM30CTH OT Hero W y3HaBaeMble NIPH MOMOIUH cne-
undrueckHx sHAoHyKaeas (pectpuxras). Paspesanne JIHK cooreerctBy-
JONIHMH pPecTPUKTA3aMH M aHaJH3 M[OJYYSHHBIX (PAarMeHTOB  MO3BOJSIOT
BLISABHTh TOAMMOPGH3M JJHHB DECTPHKIHOHHLIX (parMeHTOR, T. €. MpO-
ectt [1JIP®-ananu3. BeanuuHa asjelbHoro noauMopdHsMa YHHKAJIbHA
AJs KaXKA0ro noJuMopgHOTO caiiTa, NoABEpP:KEeHA 3HAYHTENBbHBIM MOMyJs-
UHOHHBIM KOMeGaHHSAM M MOXKET CYILecTBeHHO BAapbHPOBATb B 3aBHCHMOCTH
OT HaJHY¥sl WJIH OTCYTCTBHS MYTalUW HccdeinyeMoro rena. [lostomy wu3y-
yeHHe IIJAIP® 7n0KycoB, TeCHO CUEINJEHHBIX ¢ MyTAHTHBIM TeHOM, B MONYJIsi-
UHH, B CeMbsX BLICOKOIO PHCKa (reTepoO3MroTHBIX HocuTedell) H y 60Jb-
IIBIX — TIePBBIH M OuYeHb BaXKHBIH 3Tal MOJIEKYJASIDHOH JHATHOCTHKH Ha-
CJIeACTBeHHbIX Oo/e3HeH, NpPeACTaBASIOMMUA cob6oil 0OHY H3 aKTyaJbHHIX
sapau [1I1. OcobenHo HarJfAHO 3TO WIIIOCTPHUPYET NPHMED ¢ MYKOBHCLH-
nos3om (MB) — HauGoJsiee pacnpoCTpaHEHHBIM JeTaJbHBIM  HACA€ACTBEH-
HbIM 3aboneBanueM. [1JP®-ananus jokycoB, cuensessbix ¢ redom MB,
MO3BOJINKJ BbLIABHTDL ,El()CTOBEPHOQ Clen/icHue onpeaeJeHHBIX anJeJieil JIOKY-
ca D7823 (zounwt KM-19, CS-7 vt XV-2¢) ¢ myrautHbim redoM. Cuensenue
0Ka34Jl0Cb HACTOJbKO CHJBbHBLIM, UTO OfpeAeseHHble aJJjesd 3TOro JOoKycd B
80--90 % cayuaeB ObLIIM XapakrepHbl AAS XPOMOCOM ¢ reHoM MB u ye
BCTPCUAJHCh ¥ XPOMOCOM € HOpPMaJhHbIM asledeM sToro reda [11, 3]
Taxoe HepaBHOBECHOe CLUeMNJIeHHe 0Ka3aJoChb OCOOEHHO YINOOHBIM AJs Map-
KHpOBaHHA MyTauud MB 11 cyulecTBeHHo paciunpuio BosMoxHocety AHK-
3o010BoH puarHoctuku MB. ITJAP®-ananuz ceMmeli BBCOKOro picKa ¢ lc-
noan3oBanneM pasadunbix JIHK-30H10B M pasdaduHbix moauMOpQHLIX caii-
TOB MO3BOJSICT 3apaHee OUEeHHTb HHPOPMATHBHOCTh KAk IO cCMbII, e HpH-
rOAHOCTh Aas nocaeayromeil [II MoaexyasipHbIMiI MeTOAAMH. DTH pe3yilb-
TAaTLl TOCJAC COOTBETCTBYIOUWIeH 00palOoTKH AOJKHLI BBOANTHLCA B NaMATh
KOMIILIOTEPOUB W COXpaHsnTLCA B BHAe 6anka JHK-nanuwix. Cosaanue perno-
HA@JIBHDIX, & 3aTeM Ha 11X OcHOBe cow3HblX Oankos MHK-1amimwix asasercs
BaKNLIM 1 COBEPIIeHHO leoOxoauvbM "rorom [ P®-anannza cemveit Bul-
coxoro pHcka. Takie GaHKM ganfblX YKe CO3Janbl BO MHOTHX 34MaiHbLIX
crpanax. Donpwas notpeGHOCTb B HMX uMeeTcst W B Halieil cTpawe.

AxtyanbHoit 3apaueit I1J] aBasietcss  HacTosiTeNbHast HEOGXOIUMOCTh
JINPOKOrO BHCAPCHHS MeTOZa MOJAUMePaslioll UCHHO  peakUHH CclHTe3d
HAIK (peaknun crnenuduueckoit amnmaucpukaunn — PCA). Ilpocrora, xo-
pOlIast BOCIPOH3BOAHMOCTb, BO3MOMHOCTb IHATHOCTHKII B jleHb 3adopa Ma-
reprana 6C3 UCIOJAb30BAHUA PALHOAKTHBHON MeTKIi 6LICTpo npeBpatiiaa
PCA 5 oann n3 Haubollee 3b(GEeKTHBHLIX METOAOB MOJACKVASPHOI GHOAOIHH
[13].  Ouenb nepcnexruBHO ee wHpokoe sueapenue # B I[1J[. PCA yixke
crasa ocHOBYLIM MerogoMm [T/l Takux pacnpocTpaneHHBIX HacJejlCTBEHHBIX
saboneBanii, kaxk MB {12, 14, 15], remoduaus A [16]. Ona c ycnexow npu-
Melsierest aqst GLICTPOro M HaNeXHOro onpeledeHus nosaa niaoga [17].
Tax, B cnyuae MB PCA pas nonumopdHbix cajitoB KM-19 u CS-7 noaso-
Jua pewrnth npodaemy Iy 70 % wcemeit Bricokoro pucka [14, 15]. Oc-
HOBLIBAsICh Ha (haKTe HePABHOBECHOTO CLeNJIeHHs adajedeii jgokyca D7S23
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¢ reroM MB (cm. BeilIe) u yuuThiBas BEICOKYIO sddexTHBHOCTE PCA 1 ee
CPABHHUTENBHO HH3KYI0 ce0ecTOHMOCTb, MPEACTABJACTCA BMNOJIHE PeaibHBIM
HCIIONBb30BAHHE AAHHOrO MeTona Il AJsl CKPIHHPOBAHHA TeTEePO3HrOTHOTO
HocuTesancTBa reda MB. Becoma nepcnextuBHo BHenpenne PCA ans sKc-
Hpecc-IKarioCTHKH H MHOPHX APYTHX HAC/IEACTBCHHbIX GovesHeil (¢denui-
KeTonypHH, mMuoxucTpodun Hiowenua u ap.). EcrectBedyo, uto mist 37010
B Ka)XXIOM Cayuae HeoOXOAHMO TOUHOe 3HaHHe HYKJEOTHAHOI noc/enoBa-
renbHoctH (parmentoB JAHK, daankupyomux nonuMopduelit cafit. BH-
siCHeHHe TNePBHUHON CTPYKTYpbl 3THX (parmeHToB K pa3paboTka Ha €ro
OCHOBe YHOOIIbIX OJUro-NpaiMepoB INPI COBPEMEHHOM YPOBHE TIeHHOIHKe-
HepLbLIX KCCACAOBAHHl — BMOJHEe peajbHad 3ajaua.

B KauecTBe Apyrkx axryanashbix npobueMm [I1JI moxorensnix Oonesnei
MOKHO T@4K)KE€ Ha3BaTh IMOHCK HOBBIX AHATHOCTHYECKHX NOJHMOPQHBIX cail-
TOB C BBICOKOIl CTeleHbi0 HH(GODPMATHBHOCTH B CEMbAX BBLICOKOIO  PHCKE,
aHaau3 TOUKOIl CTPYKTYpPBl MYTAHTHBIX T'€HOB, H, HAaKOHell, BblscCHeHHe mnep-
BHUHLIX OHOMEXAHI3MOB HX [elcTBHA. DhlcTpo yBeNHUMBAIOMIMIACA CIHCOK
cneiHGUUCCKHX PEeCTPHKUHOHHLIX 3HIOHYKJeas3, NoJyuyeHHe H KJOHIIpoBa-
uue sce HOoBbix JHK-30HmoB ans Kaxkaoro 3aboseBaHuss ¢ ONHCAHHEM HX
NEPBHUYHON CTPYKTYPbI, BhIsICHeHHe MOJIeKYJSAPHON MPHPOABLI NaToJdOrHYe-
CKIIX MyTauuii OTKpbIBaloT GoJbliHe NEPCNeKTHBLI s Pa3padoOTKH ONTH-
MaJabHoh crpaterun I1JI Bce Gosbllero uucaa HacJeACTBEHHBIX OO0JC3HCI.
Yxke B 1988 r. uncio 3aboneBanuil, ITHATHOCTAPYEMBIX MOJIEKYJIAPHBIMH Me-
topavu, aocrurdo 170 [14] u npomoskaer CTPCMHTETbHO YBCJHUMBATHCH.
Mcnoapsyst npuiuun obpaTHol reHeTHKy (T. €. ABHIAACh OT IHEPBUYHOM
CTPYKTYpbl rena K [pH3HaKy (0eaky)), B psjge ciaydaeB (MHoAHCTpodus
JliolenHa) yaanoch HAeHTHHUEHPOBATH OeJKOBLIA NPOIAYKT, KOAHPYeMLLI
MYTaHTHBIM reHoM. Takoil NoAXoA gesiaeT BHOJHe PeasbHLIM KOMIJEKCHYIO
AMATHOCTHKY 3a00JieBaHHST KaK MOJEKYJASADHBLIMH, TaK H OlOXHMIHI'eCKHMH
MEeTOLaMHU.

Cpenn 3agau [ xpovocoMmubix OoJie3Hell, pellaeMbIX MeTOAaMMH MO-
JeKyaapuol GHosorHH, HandoJee aKkTyaJbHBIMH ABAAIOTCH: 1) ananianz xpo-
mMocomnbix abeppauuii npy noMowu xpoMocoM-cnenHdiyeckux JHK-301-
JA0B; 2) Hec/eoBaHHe IeHe3a aH3YIJIOHAHM B MOTOMCTBE; 3) H3yuelnHe xpo-
MOCOMHOTrO Mo3auitlizMa; 4) pazpalboTKa HCHHBA3HBHBIX METO10B onpelesnc-
Husl noJsa. PaccMOTpHM KaxKAyio U3 9THX 3anal.

I3 Hacrosmee BpeMsa MpaxTiHYecKH AAS KAXKAOH XPOMOCOMBL CJI0BCKA
H3BeCTHL ClelHnPUICCKe NMOBTOPSIOLUIHECsSt MOCJAeX0BATENbIOCTH, KaK Mmpi-
BUJIO, TIPEICTABJAEHHLIE OKOJoUeHTpoMepHOoil aasdouanoit JIHK [16]. Kpo-
Me TOro, AN KAXKIOIl XpPOMOCOMDI UesoBeKa MOJYUEHLl COTHH YHHKAJbHBIX
NMOCTe10BATEALHOCTEl KAK AHOHHMHBIX, TaK M H3BECTHBIX CTPYKTYPHBIX
reHoB I HAGHTHGOHUUUPOBAHB MHOIOUIICIEHHLIE NMOJAKMOP(HBLIE cafirel pect-
puxuun. Flemoab3ysa stor Oorarblit Marepualsd, yiKe celivac lpeacTaBAsieTCA
BIOJC peasbHLIM 3HAYUTEAbHOC NOonbllileH!le 3DGEeKTHBHOCTH «CTOJML Tpy-
NOCMEKHMX H 33a4aCTYI0 MaJOHHMOPMATHBHBIX CTAHAAPTHBIX LHTOreHeTHYe-
ckix Hecnenosauuil. [lpumenenue xpomocov-cneunduueckux [HK-30mn08
(103BOJISIET € JIeTKOCThIK MAESHTHQHUIPOBATE KYXKHbIE XPOMOCOMBL He 10JbKO
Hzal XIQTH(D?I3I[IJIX mjJIacriiukKax, HO, UTO ()CO()E]!H() Ba»xHO, PCI‘IICT])PIPOBLl'I'b HX
MICJI0 M OIIOJIOXKeHHe B uirepdasHoM siapc. Bee »1o He ToJIbKO MOBbIILIACT
sdpextusuocts I1JL aHOYNIOKMANMH, HO M MO3BOJMET IHIHPOKO HCIOJNL3OBATH
ABTOMATHUECKYIO CKAHHDYIOWYIO TeXHHUKY. XPOMOCOM-CreuHdUUecKHe 30il-
AWl BCe Yallle NPUMEHAIOTCA H IJsi BLIACHCHHS TNPHPOABL CTPYKTYPHOLIX lie-
PEeCTpoeK, 3aTparHBalOUIMX LEeHTPOMEpHYIO o6Jactb XPOMOCOM, AJs1 jpuar-
HOCTHKH T0Ja MJ0714, CKPHHUPOBAHUS UHCJAOBBIX napyuieHHt ronocow. Io-
BBLILUGHHBIH HHTEpPeC K TAaKHM 301I1aM B NOCJACIHRC roabl o0DbACHAETCH TAK-
e UIHPOKOH BO3MOIKIIOCTBI HCIOJNB3OBAHHS HEPAAHOAKTHBHON METKH.

B nnave mporHosa mMoToOMCTBA NPHHUHNHAJBEO BAYKHO BHISCIHTL ICHE3
o0HapY:KeHHON aHAYIJOHIHH, T. €. YCTAHOBUTL, NICpPeJaeTcst JH MYTallug C
MYXCKHMH HJM XKEHCKHMH raMeramH. [IpHMeHeHHe TOJABKO IMTOreHeTHie-
CKIIX MapKepoa AJs 3Toll LedaH, XaK IpaBHa0, HejocratouHo., Homodanenue
HHTOreHeTHYSCKHX  HCCJAeNOBaHHUI aiajH30oM auIeablioro mnoJduMopduszva
JIOKYCOB abeppaHTHOII XPOMOCOMBI TO3BOJIAET OAHO3NAUHO PCLIMTH 3TV 3d-
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aauy. Takoél moaxon ocobeHHo 3P@heKTHBEH IPH BbIICHEHHHW TeHE3a MOHO-
comiu X (cuuapom Teprepa) u Tpucomuu 21 (6osesnp [layna).

XpOMOCOMHBIE MO3aHIH3M — CPABHHTEJbHO YacTOoe HapyIIeHHEe KAaDHO-
THIA, NPEICTABJIsiIollee Cepbe3Hble MeTOIMYeCKHe TPYAIOCTH JAJs IIHTOre-
Hernuyeckoro anagausza. Hcnoabzosanue PCA B BHIABJAEHHH aAaske HeGOJb-
wux koauuects Y-cneunpnueckon JHK B obpasunax Tkawu naoga I1103Bo-
JISCT 3HAYUTEABHO YIPOCTHUTb JHATHOCTHKY MO3aHUHBIX BapHaHToB XO-mo-
nocovun [17]. Ha ocnose PCA, a Takwke AaHHBIX O NEPBHYNION CTDYKTYpe
pasanudbix THOOB anppouanoit JHK Bnoame peanbHa paspaGoTka Mode-
KYJSIPHBIX 1I0AXOAOB AHATHOCTHKH Aucbaganca M JAPYIHX XPOMOCOM, 0OCO-
feHHo X-XpOMOCOMUI.

HsBecTio, uTo B KPOBH MAaTeDH UHUPKYJIHPYIOT KJIETKM MI01a, YHCIO
KOTOPBIX MOXeT CYLIeCTBEHHO BapLMPOBATL B 3@aBUCHMOCTH OT CpOKa Oepe-
MEHHOCTH, NPOHHLAEMOCTH MJAlLeHTHh!, COCTOSHHA 1J0Aa H APYTHUX (HakKTo-
poB. Pa3paboranbl ycJOBUA MOJYUEHHS KJAETOUYHBIX KYJbTYpP, 00OTaHleHHbLIX
KJeTKaMH IJI01a, KOTOpble MOryT OLITh HCIOJAB30BAHLL HE TOJBKO AJS Of-
pedeJieHHsl NOJIa, Jl0 Jaxe Jisi NHArHOCTHKM Kapworuna [18]. Ilpumene-
nue PCA u XpOMOCOMHBIX 30HJOB MOXKET CYIIECTBeHHO NOBLICHTL JHArHo-
CTHKY T0JA NJ0AA H €0 KapHOTHNA MO KJeTKAM, HaxOAAHMHUMCsT B TlepHpe-
pHueckoil KpoBH MaTepH. PellleHHe 3TOH 3ajayu uMea0 Dbl HCKJIKUHTETbHO
Baxkioe 3Hayende aas I1JI, ocofenno 6oJae3HCH, CHENIEHHBX € MOJOM.

Haxkonren, nocTynmHoCTh MJIOJHOTO MaTepHaJlla Ha pasHbIX CPOKAX aHTe-
HaTaJLHOTO Pa3BUTHA, BKJIOUAsl M caMble pailHHe, MO3BOJSET CETrojHfA MOo-
HOBOMY N0O/TOHTH K pelueHHIO ($yHIaMeHTaJbHOH MpobJ/eMbl IeHeTHKH pas-
BUTHS UEJOBEKA — aHAJMM3Y DOJHM HMHAHBHIAYaJbHBIX XPOMOCOM H HX CerI-
MEHTOB Ha pasHBIX CTaiusx sMmOpuoreHesa uenoBeka. CuenyeT HalOMHHTH,
YTO paHce HCCJAENOBAliHA MO LUTOrelleTHKE Pa3BHUTHA ueJoBeKa IIPOROJH-
JHCh HCKJIIOUHTEJbHO Ha MaTepHaJe CIOHTaHHBIX aGoOpTOB, T. €. Ha Malle-
PHPOBAHHBIX J0AAX M AereHepUpYOIUUX shiuax. EcrecTBeHHo, uto ycra-
HOBUTbH Ie€pPBHUIIbIe GHOMEXAHH3MBlI NPOSIBJEHHST XPOMOCOMHBIX HapyIICIHI
HA TAKOM MarepHa.e HeBo3MokHO. B ciyuae I1Il of6bexkTom HecaeioBaiud
SIBASICTCST PA3BHBAOIIMICSH 3apPOABII C YIKe YCTAHOBJGHHBIM KapHOTHIIOM.
Bceectoponnnit maroMopdonoruueckuil, OGHOXHMHYECKHIT M MOJeKyJasipHbIi
aHa/MN3 TaKHX 3apofbllUCH B cJAydae XPOMOCOMHBIX abCppalUui MO3BOAUT
NOJYYHTL HPHIIIIHT[I/IHJH)HO HOBYIO Hllq}OpMaHl/HO O rnmaroretiese XpOMOCOMllbIX
»MOpHONATHIT ¥ UeJOBeKa, O POJH OTHeJbUBIX XPOMOCOM H HX yactefl (Jo0-
KvCcoB) B 3MOPHOHAJNBHOM DA3BHTHH,

[TonsiTiio, “TO paccMOTPeHHLII KPYr 3a1auy OTHIOAL He HCUCPNBIBAET
Bcex npobaem I HacneacTBeHHBIX GomesHell. OgHAKo uX pellueHre Jyier,
0C3VCa0BHO, CHOCOOCTBOBATE OBICTPOMY HPOTPECCY 3TOrO HOBOTO HAYWHOTO
HalpaBJ/JeHHs, 103BOJNT O0TpaboTaTb ONTUMaJbible BapHaHTe [1J1 kaxioro
3a00JeBAHUA 1 {laMETUTb BO3MOJKHBle TIYTH KX TeHeTHUYeCKOH KoppeKLHH
" Tepanuu.

B nacrositec Bpemda npobJeMa TeHHOH TEPANHH 3dPOABILA UeJ0BeKa,
HECMOTPS HA CBOIO NMPHUBJEKATENBHOCTb H BHCYUATASIOLLIE YCIEXH ICHHOI
HHXKEHCPHH, BCe ellle He BBIXOAHT 34 NPEAeJbl UHCTOTO SKCHCPHMEHTA.
CoBpeMeHHLIE METOXLl MOJEKYJASIPHOH OHOJOrHH U SKCIEPUMEHTATbHOI
3MOPHOJIOIHE MJSKOMHUTAIOUIHX NO3BOJAIOT 3GMCKTIBHO BBOAUTL YYIKEPOA-
HYI0 TEHEeTHHeCKYI0 MWHPOPMaUHI0 HeMOCPEACTBCHHO B OMIOLOTBOPeHiloe
SALO, B CTBOJOBLIE KJAETKH 3apo/ibllla, NoayyaTh TaKUMHU clocobaMii Tpauc-
FCHHLIX KUBOTHBIX C 3a8AaHHBIMH IeHCTHUCCKHMH CBOMCTBAMH, YCICIIHO MO-
ACJAHPOBaATh HACJAEACTBEHHDbIC 60J1€3HH. r]pe}_[JTO}KEHHbIC B IOC/JAeAHee BpCMA
cnocoOnl TeHeTHUeCKON TpaHchopManuu ¢ ucnogabioBainem PCA nossoas-
10T jazke i1 vivo NPOBOJAHTb HANPABJEHHVIO 3aMEHY MYTANTHOIO TeHa Ha
HOPMaJbHBIH IyTeM TOMOJOTHUecKoH peKoMOHHALNK (KOHBCPCHH), T. e.
CT4HOBUTCA peanbHOl MOJHas KOPPeKWUFd HacAcACTBCHHOro nedekra [19].
DKCTPanoJupys IKCHepHMeHTalbHble MaHHHlE Ha 4YEJOBEKa, CACAYeT HMeTh
B BUAY, UTO, COTVIACHO peKoMenjlauuam Mexayuapoansix CoReTron no Me-
auiuHceKoil redeTnke [20], 00bEKTOM TeHIION HHMKEHEPHH Y UeJOBeKa MOTYT
GHITL TOJALKO cOMATHYecKHe KJeTKH. CoBepIIeHHO o6s3aTedbHbl SKClIEpH-
MCHTAJARHDIE 1ICCACJOBARNS IIPEANAracMbiX TeHHLIX KOHCTPVKOHIT na K-
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BOTHBIX C L€Jbl0 NpoBepKHU 3DPeKTUBHOCTH CalT-cnemnduueckoro BCTpau-
BaHls TpCjJaraeMoi reHHOHW KOHCTPYKLMH, ee HOPMaJbHOH 3KCIpPECCHH B
HYJKHOM MecCTe H B NOJOXKEHHOe BpeM$l, rapaHTHPOBAHHOW 0€300acHOCTH
HCNOJb3yeMbIX BeKTOPOB. B Hacrodllee BpeMs [Js1 pAfa TCHCTHUECKHX KOH-
CTPYKUNH BCe 3TH TpeOOBAHHs BHINOJHEHB H HEKOTOPLIE 13 HuX (red pe-
HenTopa XoJecTepHHa) HA MyTH K KJAMHHueCKOMY ucnbiTanuio [21].

I'enHOMHXKeHepHble paGoTHl HENOCPENCTBEHHO Ha 3apOABIIUAX 4elJoBeKa
NOKa NPEACTABAAIOTCA MaJjopeajbHBIMU. TeM He MeHee yXKe cefiuac naxe B
[Tl HameualoTest 10 KpaifHeit Mepe JBa BO3MOXKHBIX NMOAXOJAa B NMPOhHIAK-
THKE W KOPPeKUHH HacjaeicTBeUHbX GosesHeidl. OUHMH H3 HHX 3aKJIIOUaeTCs
B NpHMCHEHHIl pocrarouyHo sdhdeKTUBHOro Meroaa pasiedeHus X- u Y-ra-
Mer ¢ HOCJeZYIOIUM HCIOJAb30OBAHUEM [UJISL HCKYCCTBEHHOIO  OCEMEHCHHS
JKeHIUHH (pakuuil X-o60orallleHHBIX CHePMaTO30HJA0B B CJyude HACJHEAC!-
BeHnupx OoJie3HeH, cUenieHHbIX ¢ moJoM. BTOpo# noaxox upeanogaraer
BBeJEHUC 3aBeJOMO HOPMAJBHEBIX CTBOJNOBBIX KJETOK MeYeHH HJAH  KPOsH
HenocpeACTBeHlo B MeYyeHb WJAM KPOBbL NOPaXKEHHOro miaola. YUuHTbiBas He-
3PeJOCTb UMMYHHOH cHCTeMBl Iofa 16—18 uemens pasBHTHS, A0CTaTOY-
Hylo 6€30MacHOCTh XOpPAOUEHTe3a, TAKOH MNOAX6J], NO-BHANMOMY,  MONKET
OpITh MpUMeHeH AJ58 KOppeKIuM MHOTHX HacjelCTBEHHBIX  3a00JCBaHuil,
CBA3AHHBIX C TCHETHUECKMMM pedekTaMu KiaeTok neueHu (PKY, remodu-
JiH) ¥ KposH. O6a 3THX MOAX0Aa, 0AHAKO, TPeBGVIOT cepbe3HBLIX AOKJHHII-
YeCKHX UCHBITaAHUHA.

PROBLEMS ON PRENATAL DIAGNOSIS OF IIEREDITARY DISEASES
AND POSSIBLE WAYS OF THEIR CORRECTION

V. S. Baranov

Institute of Obsletrics and Gynecology,
Academy of Medical Sciences of 1he USSR, Leningrad

Sumwary

Prenatal diagnosis {PD) is defined as a relatively new branch of medical genclics. s
major goal is to study human genome functions in normal and abnormal development,
embryonic-maternal interactions. Its practical application is confined {o ellaboralion of
new effective ways to prevent hereditary diseases and probably somewhat later their spe-
cilic corrections. Most urgent problems of prenatal diagnosis are oullined and briefly
discussed. They include RFLP analysis in high risk families and organization of DNA
data banks; wide application of polymcrase chain reaction; scarch for new informative
RFLP sites; molecular analysis of mutated genes and their primary cffecls. Urgent prob-
lems in prenatal diagnosis of chromosomal diseases include application of chromosome
specific DNA probes; the studies of ancuploidy origin and chromosomal mosaicism de-
tection; cilaboration of non-invasive methods for karyotyping and sexing of the human
cmbryos. Possible ways for corrections and treatment of hereditary diseases in man arc
bricfly discussed.
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A. JL. HIsapuman, M. Il. Crpaxora, B. C. Taitiyxoxu,
B. Beprep, Y. Kyreas

JHR-TUATHOCTURA W ITOAXO/JbI K TEHHOI1I TEPAIII
HACHETCTBEHHOIO NE®UIIUTA «-AHTUTPUITCHHA

Hs oudanorvenu kRIIK newenu wenrosera Ha IKCRPECCUOHHOM GeRTOpe LolI1 autdeacn pad
KAoHos,  codepacauuy  nocaedogareavrocty  KAHK  aq-anrurpuncuna  (AT). A noaus
HYKACOTUAHONT NOCACPOBATEABHOCTI NOAYHCHHOLY KAOHOB NOKQ3QA, 4TO 6 UX COCTUSRC OTCYT-
creyior nocaedosarervnocru (30—150) nyxaeorudos, xodupywinue §'-xowey umPHN AT.
Obweduncuues nocaedosareavrocrei KAHK AT u nocaedosareavnocred zena AT o yuu-
raavion Cfri0.1-catite axzona [ noaysena sJHK AT, exaowaowies xodownt stPIHK AT,
rawunas ¢ nosutuu 2. Botderennas kK AHK AT ucnoassosana das JHK-Ouacnoctunu na-
caedersennoeo deduyura AT g cemoax nocuteased myrayuy ¢ nongaayusx CCCP w TP,
Botsisacno cqenaenue cenoruna npe Hacaedcrsennod sedocrurounocry AT ¢ orcyrerouem
noatnophnoco Maelll-caira ¢ sxsone 111 cena AT

BBCACHHE. \T* STO TJHKONPOTCHI MJa3MLl KPOBH, OTII()CHHHIIUICSI K CCMeH-
cTBY Gediko — HHrHOMTOPOB cepuHOBLIX nportcas. AT npeacrasasict coboi
OJHonenoueunnilt 6eqox ¢ moJekyaspHoil maccoft 50 000 1 coxepkaxueM
yraesojos o 15 % [1]. Ten AT numeer aauny 10,2 rhicsy nmap HyKJIeOTH-
a0B (T. 0. WM.), BKJAOUAeT NaTh 3K30HOB, obuias aansa MPHK AT cocras-
aser 1390 u. [2]. Boace 30 aaneneit AT onpenensiior noauMopdHsm 3TOrO
Oenxa, BLABAsAcMbll B GoJbIUHHCTBE ciyvyaeB H30(OKycHpOBaHHEM GeJKOB
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