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MEJUIIUHCKASI TEHETHUKA: B3IJISII B BYJIYIIEE
(Jlexkuus 6)

H.JK. CemuHcKuli.

(MpKyTCKHMH roCyIapCTBCHHBIA MCIHIIMHCKHH yHHBCPCHTCT, pekTop — akag. MTA u AH BIIl a.m.1., npod.
A.A. MaiiGopoja, Kypc MCOMIIHHCKOH FCHCTHKH, 3aB. — npod. HM.)K. CemuHCkHit)

Pe3ome B nekuuu paccmatpuBaloTcs Hamboriee nepcneKkTUBHbIE B NPAKTUYECKOM OTHOLIEHUN Me-
TOAbl U cnocobbl AMArHOCTUKU U NEYEHUsI HacneacTBEHHbIX BonesHen yenoseka. OnucaHbl HEKOTO-
pble acnekTbl NpPobnemb! KIOHMPOBAHWUS OPraHOB W TKaHEW, NOKAa3aHbl AOCTUXEHUA MOMEKYNSiPHON
reHeTMKu B peanu3aunn mexayHapoaHo# nporpaMmel “FreHom venoseka”.

I'cHCTHKA YCIIOBCKA YXKC CCTOAHS BHOCHT OTPOM-
HBIH BKTaJ B TNpPakTHKy McAHUMHBI. OMHAKo 3TO
JUIIb MaJlas 4acTh Oxwujacmoro. IlecpcrneckTuBa npu-
MCHCHHUS JOCTH)XXCHHUH TCHCTHKH B MCIHUIMHC TNpcC-
BOCXOJIMT CaMBbIC CMCIBIC TNPOTHO3Bl ONTHMHCTOB.
PaccMOTpuM NHIIB TC H3 HHX, KOTOPBIC Y)KC Hadailu
JIaBaTh OI[yTHMBIC PC3YJIbTATHI.

JIHK-auaruoctuka. Ilo3Bomser ¢ abcoioTHOM
JIOCTOBCPHOCTBIO BBISBIIATH FCHHBIC MYyTallMH, OMpC-
JCHATh UX TUn M nokanusanuioo. Lenu JIHK-guaruo-
CTHKH: TMOJATBCPXACHHC KIHHUYCCKOTO JMarHosa,
NPCCUMNTOMATHYCCKAs JHAarHOCTHKA, MpeHaTaabHas
JMaTHOCTHKA, JIHaTHOCTHKAa TCTCPO3HIOTHOTO HOCH-
TCIIbCTBA, TCHOMHAS JIaKTHJIOCKONHS, JHMarHOCTHKa
uudekuuid. O6mactu npumcHenus JIHK-muarnoctu-
KH: MOHOTCHHBIC 60JIC3HH, MYyNbTH(AKTOPHAIBHEIC
3aboncBanus (ONpCACICHUC “TNIaBHBIX” TCHOB, ram-
notuner, HLA-accounanuu u T.A.), OHKOJIOTHYCCKUC
3aboncBanus, WHQCKIUOHHEIC OoJc3HM, cyAcOHas
McauuMHa, (MACHTH(OUKALMSA JIMYHOCTH, OMpCHACIIC-
HHC CTCNICHH POJICTBA), CAHUTAPHSA W THTHCHA, TPAHC-
MUTAHTOJIOTHS, WMMYHOJIOTHS, TNaToJIoTHuYcCKas ¢H-
3HOJIOTHSA U AP.

Ortanel npoeeacuus JIHK-muarnocTuku BKioYa-
I0T KapTHpOBaHHC TcHa (OMpPCHACICHHC TOJIOXCHUS
rCHa B XPOMOCOMC), CCKBCHUpPOBaHHC (KJIOHMpOBa-
HUC) — paclH(poBKa HYKJICOTHAHOH TMOCJICIOBA-
teasHocTH JJHK reHa M, HakoHell, H3yYCHHC CIICKTpa
MyTalu# rcHa.

CyuiccTByIOT /B2 MCTOJMYCCKHX TNMOAXOMAA AMar-
Hoctuku JIHK: npsmeic Mctoapl — uacHTHUKanus
MYTQHTHOTO TCHAa M KOCBCHHBIC — BBISBICHHC MY-
TaHTHOM XPOMOCOMBI, CIICTUICHHBIX MapKCpOB.

Anroputm nposciacuug JIHK-nuarnoctukmy.

1. ITonyucuue JIHK n3 obpasnos ( dusnucckuc u
XUMHYCCKHC MCTOJIHI)

2. Pcctpukuus (paspesanuc monckynsl JJHK) u mo-
JydcHUC HCOONBIIHMX (ParMCHTOB MPH TNOMOIIH
NMOJIMMCPAa3HON ILICMHOM pCAaKLHU WJIM PCCTPHKTA3
(aHmonykIICas).

3. Onckrpodopes dpparmentos JITHK B rene nva dpax-
LIMH B 3aBHCHMOCTH OT MOJICKYJISIpPHOH MacChI.

4. T'ubpuausanus ¢ MapKCPHbBIMH 30HJaMH AJIS BH-
3yalM3alMM M MICHTH(HUKALMH HCKOMBIX (par-
mcuToB JIHK.

B Hacrosmicc BpCMs CYIICCTBYCT BO3MOXHOCTH
JHarHOCTHPOBATh NMPAKTHYCCKH BCC BO3MOXKHBIC MY-
taunn JIHK. B Poccuu paspaboranbl Mapkepsl s
50 unauboycec pacnpoCTpaHCHHBIX HACJICJACTBCHHBIX
3abosicBaHUH YCIIOBCKA.

Illupokoc mnpumenenue B JIHK-auarnoctuke
BCJICACTBHC MPOCTOTHI M OKOHOMHUYHOCTH MOJIYYHII
MCTOJ] NOJTMMCpa3HoH 1enHon peakuuu (ITLIP).

B nactosmce Bpems ITLP npeacrasnscer npoiccc,
NpPOTCKAIOUIMHA B OXHOH NMPOOGMpPKC H COCTOSIMH M3
MOBTOPHBIX LHUKJIOB aMIIHGHUKaJHH (pasMHOXCHMUS,
KOTMHUPOBaHUsA) cnciH(PHICCKOH MOCICAOBATCIBHOCTH
monckynsl JIHK ¢ menpro mojydcHus AOCTAaTOYHO
OO0JIBIIOTO KOJMYCCTBA KOMHH, KOTOPBIC MOTYT OBITH
BBISBIICHBI OOBIYHBIMH MCTOXAMHU JICTCKIIMH.

ITIP mpoTckacT B MpOrpaMMHpPYCMOM TCPMOCTa-
T¢ (amMnuu¢puUKaTOp, TCPMOLMKICP) B NPHCYTCTBHH
cBoboaubIX HyKIcoTuaoB, /JJHK-nomuMcpaser u cne-
OU(pUICCKUX 30HAOB (MpaHMCpPOB), KOTOPBIC MapKH-
pyIoT onpenacicHHbi ydyactok JIHK, B3saToit ans uc-
clcIOBaHus.

ITonuMcpasHas LCMHAsA pPCAKIUs MO3BOJACT B TC-
YCHHC HCCKOJBKHX 4acOB BBIJICIMTH W Pa3MHOXHTH
onpcacyicHuyio nociaegoBarensHocth JJHK B konuae-
CTBC, NPCBBIIIAIONICM HCXOAHYIO B 10® pas. Ilpu am-
miudukanuu ¢ nomoumpio [P ucnone3yroT nBa
OJTUTOHYKJICOTHAHBIX NMpaHMcpa (3aTpaBkH), (IaHKH-
pyromux ydactok JIHK, cneunduucckuit nns onpe-
JcnscMoro Bo3byauTensd. AMmiaudHUKanUs 3aKIova-
CTCA B TMOBTOPSIOUIMXCSA IHKJIAX, MPCACTABISIOIHUX
cobo#f TpeXCTymnCHYAaTBIH NPOLCCC, MPOTCKAIONIHA
NpU pa3NUYHBEIX TeMnepatypax: I -acHatypanus JJHK
npu 95°C 1 mun.; II — omxur npaimcpoB ¢ KoM-
IUIMMCHTapHBIMUH nocncaoBaTenbHOCTAME (40-60°C,
1-2 mun.); Il — nocncayromas gocTpoiika MONHHYK-
JICOTHAHBIX LICNICH OT mpaiMcpoB ¢ nomouse JIHK-
nonuMmcepassl npu Temneparype 70-75°C 1-2 muw.
IIpaiiMepsl OpPHCHTHpPOBaHBI TakuM o00Opa3oMm, 4YTO
CHHTC3 C TMOMOIIBIO MOJIMMCPa3bl MPOTCKACT TOJNBKO
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MEXIY HHUMH, YABaMBas KOJHMYECTBO KOIHMH 3TOTO
yuactka JIHK. AMnnu¢HuuMpoBaHHbIH y4acTOK UMe-
HYIOT “aMIIMKoHoM”. B pe3ynbraTte NpPOMCXOAUT
SKCIOHCHIMAIbHOE YBENHYCHHE KOIMYECTBA CICIH-
¢duyeckoro ¢pparmMenTa NpubIM3UTEIBHO MO popmyIe
2", T T — YMCIO MPOUICAUIMX IMKIOB aMIUTH(HKa-

uuHu. IIpoJomKHTENBHOCTh OJHOTO IIMKJIa MEHEe
3-5 munyt. TakuMm o6pa3oM, 3a 2 yaca MOXHO IOJTy-
YUTHh OKOJIO MMJUIMAapJa KOIHH, ONpeAeNseMo# Io-
canenoBatensHoCcTH JJHK. B kadecTBe mpakiMepoB Hc-
MOJB3YIOT CNELHaNbHO CHHTEC3MPOBaHHBIC creuru-
YeCcKHe JEe30KCHONMIOHYKIeoTH bl AnnHoM 20-30 oc-
HOBaHHWH, KOMILTMMeHTapHble ydacTky JIHK mannoro
Bo30ynuTens unu rexa (puc.l,2). O6pIYHO HCTIONB-
3yrotT 30-50 nuxnos IIIIP ans toro, 4tobsl 06pa3o-
BaTh JOCTATOYHOE IS PErMCTPAlHH KOJIHYECTBO KO-
nui ydactka JJHK.

Wcxoamas AHK
Xickhia 2 e Aond
___5_"_'(21-_ Henarypayus [IHK u
SUSE S I OTXUr NPanMepoB
"_——f_s—zrz— < XONMpOB2HWE aMNNWKOHE
umkn 2

Henarypauyus JHK u
OTXUr Npaimepos

KONUpOBaHne amnNnuKoHa

Lewartypauus [1HK n
oTKUr Npaimepos

KONnupoBaHWue aMn/MMKOHa

25 yuknos = 10° ysenuueHue HK

Puc.1. uxn ITLP.

B GonpmIMHCTBE cilydaeB B KayecTBE METOHA Je-
TCKLHMM HCMOIB3YeTc 3NIeKkTpodopes, C MOMOUIBIO
KOTOPOTO NMPOM3BOAMTCS pa3JeleHHe aMILIMdHIHpo-
BaHHOrO MaTepuana 10 pa3Mepy aMIUIMKoHOB. Hau-
Goyee TOYHBIM M TIEPCTICKTHBHBIM SBIACTCA NPHUMe-
HEHHE MCETOJa KaNmUJLISPHOTro 31ekTpodopesa B code-
TaHUM C Ja3€pHOH KOJNHYECTBEHHOH pETHCTpalMeH
npoayktos ITIIP.
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Puc.2. Jlunamuka nakorvietus npoayxros ITLP.

CeHoTEepanusd — CHoco6 JIeYCHHS HacIeICTBCH-
HBIX, MYNbTH(hAKTOPHAIBHBIX M HEHACJIEICTBCHHBIX
Gosie3Hel MyTeM BBEICHHS T'CHOB B KIETKH 6OJIBHBIX
C LIETBI0 HANPABICHHOIO M3MEHEHMS TeHHBIX Acdek-
TOB WJIH TIpPUAAHMA KJIETKaM HOBBIX (yHKUHH. B Ha-
CTOSNICE BpPEMS TNPOBOJUTCA TEHOTEpAnHs TOJIBKO
COMAaTHYECKHX KICTOK, T.K. OHa HE TepenacTcs Io
HACNICCTBY M HOCHT HMCKIIOYUTEIBHO 3aMECTHTEIb-
HBIH xapakTep. CymEecTBYIOT JABa METOJUYECKHX
TMOJXONa TIPH MCTONB30BAHMM TEHOTCPANMH: BBEJIC-
HHE FEHETHYECKOTO0 MaTepHualla HEMOCPEACTBCHHO B
OpPraHH3M M MEPEHOC FEHETHYECKOH KOHCTPYKLHHU B
KYJIBTYpY KJICTOK, B3ThIX y OONBHOrO C JalbHEHIICH
peuHGpY3UCH.

MeTobl reHEeTHYECKOH TpaHCHEKLHMHU (TOCTaBKH):

1. Xumugeckue (Ca-docdaT npeuunuranus).

2. dusundeckue (NCKTPONOPALHMSA, MUKPOHUHBEKIHS,
f6ombapaupoBKa YaCTHLAMH, TPOCTas HHBEKIUA)

3. JlumocoMsl (peLEnTop-oNoCpPEAOBaHHbBIH  3HIO-
uuTo3, JAHK-6enkoBwiit kommiekc, JAHK-xoM-

TICKC-BUPYCHAs Karcuzaa)

4. PcxoM6HHAHTHBIE BEKTOPHBIE BUPYCHI (aJCHOBH-

PYChl, PETPOBHUPYCHI)

Mocneauuit Meton Haubonee 3¢dexTHBEH, T.K.
COYETAET BBICOKYIO TPOMHOCTH K KJIETKaM-MHIICHAM,
6e3omacHOCT (NIpeIBapUTENBbHO Y BUPYCa M3BIEKAIOT
y4acTOK F€HOMa, OTBEYAIOUIEr0 3a pPEIIMKaLMIO) H
XOpOIIYIO 3KCIIPECCHIO,

CranyiapTHas cXeMa reHOKOPPEKIHH (MPOTOKOIN)
BKJIIOYACT CICAYIOUINE MYHKTHI:

- KJIMHHYeckoe 060CHOBAaHHE IEHOTEPaNHH,
- cxema xkoHCcTpyHpoBaHus JJHK,



- npoueaypa goctaBku JTHK 6onsHOMY,

— THI KIIETOK-MHUILIEHEH,

- 6buonornyeckas 6€30MacHOCTE TEHHOM KOHCTPYK-
LIHH,

- cnoco6 oueHkH 3¢ GEKTHBHOCTH OEHCTBHSA BBOJH-
MOTO reHa,

— OIIeHKa KITHHUYecKoro 3ddexra,

- BO3MOXHOCTh NOOOYHBIX 3(PPEKTOB M NYTH HX
TpEeAYTIpPENKTCHUS.

B Ttabmuue 1 mpuBeneH cmnucok 6onesned, mns
KOTOPHIX TPHHIMIIHANEHO BO3MOXEH TIEHOTEpancB-
THYECKHUH TOAXOJ, TEeHOKOPPEKIHSA KOTOPBIX ¢ 60ms-
IIOH BEPOSATHOCTHIO OYIET OcyIiecTBIeHa yxe B 060-
3pUMOM OyayIieM, a Takxe Te 3aboneBaHus, ANA KO-
TOPBIX yX€ HMEWTCS O(HUIHANBHO YTBEpXKACHHBIE
MIPOTOKOJIBI ¥ TIPOBEAEHBI KITHHHYECKHE HCITBITAHUS.

MexnayHapoaHbiii _npoekt “T'eHoM uenoBeka”.
OnuH u3 Haubonee HaHTACTUUHBIX, JOPOrOCTOSIIUX
U NOTEHIMATBHO BAXKHBIX NPOEKTOB B MCTOPHH Hay-
ku. lens npoekTa 3ak/oyaeTcs B BEISICHEHHH ITOCIIe-
JOBaTCILHOCTH OCHOBaHMH BO Bcex Monekynax JTHK
B KJI€TKax 4ejioBeka. OTHOBPEMEHHO AOMXKHA OBITH
YCTaHOBJICHA JIOKATH3alUs BCEX TeHOB, YTO IMOMOTIIO
OBl BBISCHUTH NPHYMHBI HaCIIEACTBCHHBIX 3ab6oJcBa-
HHUH M 3TUM OTKPHITH NIYTH K UX JedeHHI0. B Bhmon-
HEHHUH TPOCKTAa 3aJeHCTBOBAHO HECKOIBKO ThHICAY
YUYEHBIX, CIIELHATU3UPYIOMKXCSA B OHOJIOTHH, XMMHH,
MaTeMaTHKe, GU3UKe M TEXHHKE. DTO OIUH U3 CaMBIX

JIOPOTOCTOSAIIMX HAYYHBIX NPOEKTOB B HCTOPHM IIH-
Bunu3anuu. B 1990 rony Ha M3ydyeHHE TEHOMOB Obl-
mo motpadeHo 60 MiH. pomnapos, B 1991 romy —
135 Manu., B 1992-1995 rogax €xerogHo BBIAEIAIOCH
ot 165 no 187 mnH. gonnapos, a B 1996-1998 rogax
tonsko CIIA pacxomoBanu 200, 225 u 253 MiH.
JIOJITapoB €XXETO/IHO.

YroObI MOCNEN0BATENEHO MPUOIHKATECS K pele-
HUIO TIpOOIEMBbl KAapTHPOBAHUSA T'E€HOB 4elOBEKa, Obl-
10 chopMyITHpOBaHO NATH OCHOBHBIX 3ama4: 1) 3a-
BEPLIMTh COCTABICHHE JETalbHOH TE€HETHYECKOH
KapThl, Ha KOTOPOH ObuIH 6Bl MOMEYEHBI TEHBI, OT-
CTOSI{HE JAPYT OT ApYra Ha pPacCTOSHHH, HE NPEBHI-
HIaloIieM B CpelHEM 2 MIH. ocHoBaHHH (1 MmH. oc-
HOBaHHH NPUHATO Ha3eIBaTh 1 Meraba3a, cokpamieH-
HO M6, oT aury. crmosa “base” — ocHOBaHHE), 2) co-
CTaBUTh (PU3HUECKHE KapThl KaxJ0H XpOMOCOMBI
(paspewenne 0,1 M6), 3) mony4uTs KapTy BCETO re-
HOMa B BHJIE OXapaKTEPH30BAHHBIX IO OTACIBHOCTH
KJIIOHOB (5 ThIC. OCHOBaHMH B KJIOHE, MK 5 kuio06a3,
K6), 4) 3asepuuts k 2004 roay moJHOE CEKBEHHPO-
Banue JIHK (paspeumennc 1 ocHOBaHHE) U 5) HaHECTH
Ha TIOJHOCTBIO 3aBEPIICHHYIO CEKBEHCOBYIO KapTy
Bce reHsl uenoseka (k 2005 roay). Oxunanocs, 4To,
KOT/ZIa BCE yKa3aHHbIC LieNH OynyT DOCTHTHYTHI, HC-
CleToBaTENH OINpEeAeNAT Bce PYHKUHH T'E€HOB H pas-
paboTaloT MeTOAB! GHONOTHYECKOT0 M METUIIHHCKOTO
NIPUMEHEHHS TIOJyUE€HHBIX JaHHBIX.

Tabmuna 1.

Hacnedcmeennvie 3a601e6anus, 2eHoKOppexyus KOMopbix HAXOOUMCS HA CMAOUY KIUHUYECKUX UCNbIMAHUL
(KH), saxcnepumenmansnoix paspabomok (OP) u npunyunuansuo eosmodicna (11B)

Bbone3ns HedexTHbli reH KneTku-Mumenu Cragus
HmmyHoaehHUIMT _ |Aneno3nnze3aMuHasa JIumpouuTel KU
HUmmyHoxeduuut [Typunnykneosundochopunasa  |Jlumpouuts: I1B
CemeitHas runepxonaucTepuHeMus | Peuentop nunonpoTenHoB HH3KO#H | ['enaTonmThl KU

TIIOTHOCTH AT E
Temopumus B ®aktop IX DubpobnacTel KM
I'emodpumus A ®axkTop VIII Muo6nacrsl, GpubpobnacTtsl S)Y
Bonesns Nonre (chunronunuaos)  |B-I'mokouepebposnnasa Makpodarw, ctBonossie knetkn | KU
 Bone3ns Xantepa Hnayponarcynsdarasa Makpodaru, crsonossie kineTkn | TIB |
Cungpom I'yprnepa L-unyponunjasa Makpodary, cTBonoBsie kineTkd | 1B
OMbu3eMa Terkux 0.-1-AHTHTPHUTICHH JIuM@pOLUTEI oP
MykoBHCIIHI03 CF-tpancmeMObpaHHBIH perynsrop | Onutenuit 6poHXOB KU
DEeHUIIKETOHYPHS deHnnanaHHHrHAPOKCHIIa3a I'enaTouuUTEI QP
I'uncpaMMoHeMus OpnuTHHTpaHCKapbaMuasa [enaTonuTHI I1B
HuTpynuuemus ADpryHOCYKIIMHaTCHHTETa3a [enaTonUTEI IB
Meneunas gucrtpodus Jlromenna | JIuctpopuu MuobnacTsl, MHOGHOPHIIEI JP
Tanaccemus B-I'mo6un Opurpobnacter OF
CepnoBUAHOKIETOYHAS AaHEMHUSA B-Tnobun OputpobnacTel 3P
PecrniupaTopHsiit gucTpecc-cuuapoM |Cypdakrant 6enok B Onurenuit 6poHXOB Ob
XpOHHYECKHH TPaHYJIOMATO3 NADPH-okcuaasa I'paHyIOLHUTHI 9B
Bonesns AnburefimMepa Benok — npefmecTseHHHK 3-amu- | HepBHbIE KIIETKH oP

nouza (AAP)
Bonesus [TapkuHcoHa Tupo3uHruapOKCHIa3a Muo6nactsl, pubpobnacTsl, 9P

HEPBHBIE KIIETKH

MeTtaxpoMaTtuueckas Apuncynbdaraza A CTBOJIOBBIC KIIETKH KPOBH, I1B
TIEKOAUCTPODHS HEPBHBIE KJIETKH
Cungpom Jlem-Huxana I'nnoxcantundochopubozm- Hepsuebie knetku I1B

TpaHcdepasa
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Pak rpyau (nmpoTokos)®
HemocTatouHOCTE CHOJMA3EI
Heitpobnacroma®

?TemonuTnyeckas anemus Rh-nomns
Dpumpobracmos nioda

Snmunroneros-1
OpwurpokepaTtonepmus Bapuabenbnas
I'mnodocdarazus, mnajaenyeckas

DyKk031/103
O3/IHASA TO/IKOKHAA MOPYHPHS
IMopdupus, renarodspuTponodITHICCKAS

HeocTtaTo9HOCTE ralakTo3muMepassl
Ceroid lipofuscinos, neiiponnsii-1, 1eTckui
Henocratounocts C8. Tun I 1 11
Jletikemus/mumdoma, T-kneTouHas
HenocratounocTs aunn-CoA-aeruiporenassl, CpeiHsas LCb
Bonesus KNeHOBOTO cHpoma, THI 2

| HezoctaTo9HOCTh MHOA/ICHHIATACAMHHA3EI
Henocratoanocts AM®-1caMuHa3ssl 3pHTPOLIMTOB
Iunepnnasus HaanodedHukos, THI [I
"MNOTHPOKAK3M, HE300HBIH

Muonartus u3-3a nejgocrarognoctu [ Tdassr
'unepammoncMus u3-3a HejlocratrouHocTh LI Tdass!

[Bonesus roge, 2 W bOJICE THIOB]
FemonuTHYecKas aneMus B pesyabraTe HepocratouHocTH [TK

DIUIHITOLHTO3-2
IMuponoiikunonuTos
Cdepountos, periecCHBHBIH
| Henocratounocts antutpombuna I11

[ Bonesus 1llapko-Mapu-Tys, Tan Ib

IMoasepxkennocTs Kk Vivax malaria

Cunnpom Kpurnepa-Hamkapa

L HemanunoBas MHOTIATHA

Hepocrarounocts ¢akropa V

Lupus erythecmatosus, cnc1emuuﬂ

Heliponenuns, uMMyHHas

KaTapakTa onosceiBaonas, nyJaBepyJlcHTHasS

XpoHHYCCKHIi rpaHyIOMaTo3 B pe3ynbrare HeoctarouHocTn NCF-2

N -
iy Y
1IN IR 1)

N
N N
nB|w

w
-

I'mukorenos VII
Henocrarounocts axropa XIIIB

Henocrarounocts CR1
Henocratounocts ¢axkropa H
Cunapom Amepa, tun 2
Cunzipom Bau sicp Byza

Henocratounocts pymapassl
Ipter-p36.13 Bpoxneunas xarapakta, Tun ®onskMana

1p36-p35 Heiiponatus lllapko-Mapu-Tyc 2A
1p36-p34 Cunzpow Ileiitna-Erepca

1p32 I'nyxoTa, ayTOCOMHO-ZIOMHHAHTHAA 2

1p21-pl3 Bonesns IllTaprapara

1p21-p13.3  Cuuapom BaapnenOypra, Tun 2B

Ipll-qll Kapanomuonartus, cemeitnas AunaTalmoHHas ¢ 1e)ekToM nMpoBOAMMOCTH, |

Ip deoxpomMonMTOMa

1g21 TIukHO/MM30CTO3

1g21-q31 I'naykoma 1, oTKpeITOyronsHas

1q21-q31 I'unepnapaTHpoOHIU3M (C ONMyXOBIO YEIIOCTH)

1q31 Bynnesusiii anugepmonns 2A

1q31-g32.1  ITurMeHTHBIH peTHHHT-12 (ayTOCOMHO-PEIIECCHBHBIH)
1q31-q42 Bonesns Ansureiimepa-4

1q41 Bone3nb nmynsCHPYIOUIMX MBI

1q42-q43 ApHTMOTCHHAs JINCTIIAa3Hs MPABOTO XKETy09Ka-2

Puc.3. Xpomocoma 1
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Puc.4. TIpuuumn noyiydeHus KIOHa MIIEKONHUTAIONIMX, HCTIONB30BaHHbIH B onelTax SHa Bunemyra. Llutonnasma sinexneTku 1

KJIETKH JIOHOPA OKpalleHkl B Pa3HEIi 1BET.

Ha nayano 2000 rona 6bUTH YCTaHOBJICHBI NOCIIC-
nosatenbHOocTH 30 181 recHoB dcnoBcka. TeM caMbIM
nonydycHa HHGOpMaUUs TPHMCPHO JJIs TOJOBHHBI
reHoB uclioBeka. Korna 6ynct ycTaHOBNEeHa JIOKamu-
3aIMs BCEX TEHOB YCJOBCKA, a TaKXKC BCCX MYTaHT-
HBIX TCHOB, OTBCYAIOUIMX 32 HACJCACTBCHHEIE 6oJic3-
HH, MOXHO GYJICT TOBOPHUTH O MOJCKYISIPHOH MCIH-
[IHHC, AHATOMHUMU U NMAaTOJOTHYCCKOH aHATOMHUHU TCHO-
Ma 4ycioBcka. Ha pucynke 3 geMoHCTpHpyCTCs naTo-
JIOTHYECKasi aHATOMHUs TEPBOH XPOMOCOMB! YCITOBEKaA.

Bricuatngoniue ycrnexW TEHOMHBIX HCCIIeOBa-
HUH, OCYNIECTBIACMBIX MCXKIYHapOJHOH H pSIAOM
HallHOHANBHBIX TporpamMM “I'cHoM 4cnoBcka”, cTa-
HOBATCS JIOCTOSTHHCM HC TOJBKO coolurecTBa ydc-
HBIX-0HOJIOrOB, HO W Bcero obuiecTra, 06CyKaaroIIC-
ro mpo6GncMer 6yara ¥ 371a NpPH HCNOJB30BaHHH OT-
poMHOTO 00BCMa NOJNyYacMOH TCHCTHYCCKOH HH-
¢dopmanuu, Tak cdopMupoBanace “aTH4yecKkas KOM-
MmoHcHTa” mporpamMmsl “I'eHOM 4enoBcka”, KOTopas
BKJIIOYAET CJCAYIONICC: KaXIbIH 4ICH oOliccTBa H
06NICCTBO B IICJIOM JOJKHBI SICHO MpPEJCTaBIATH 3Ha-
YEHUC KapTUPOBAHUS M CCKBCHHPOBAHHS TCHOMA 4Yc-
JIOBEKA; MOCTOSAHHO KOHTPOJHWPOBATH COILMANIbHBIE,
9THYECKHC H NpaBOBBIE aCMCKThl TCHOMHBIX HCCIICHAO-
BaHUH; MOOUIPATH OOIICCTBCHHBIC JUCKYCCHH IO
JIAaHHBIM BOTIpOcaM, oTpabaThiBasi TaKTHKY B BeIGOpe
NIPHEMOB, TapaHTHUPYIOUIMX, YTO TCHCTHYCCKas WH-
¢dopmanus GyneT HCTIOIB30BaHa TONBKO BO 61aro oT-
JCIBHOMY JIMILY, YICHaM Cro CcMbH, obuiccTBy. Pa-
6ouas rpymmna npockta “I'cHoM ucnoseka” CIIIA mc-
pPCYMCIIACT HEKOTOpBIE, HauboNce BaXKHBIC CETOIHS,
065acTH 0co60ro BHMMaHHS B “3ITHYECKOH KOMITO-
HEHTe” TCHOMHBIX MCCIIEIOBAHHMH: HCIIOIB30BaHHC
TCHCTHYCCKOH MH(OpMalUU B OTHOUIEHHM CTpaxoBa-
HHUS U TPYAOYCTpO¥cTBA (MPCAYNPCHKACHUC IUCKPH-
MHHAllUH HOCHUTCJICH TCX WM HHBIX “0CO0BIX” TeC-
HOB); B BOMpPOCax yroJIOBHOTO MpPaBOCYNMHUS, YCHIHOB-
JICHHUSA, TOJTHOCTH K BOCHHOH cIyK6¢; MONy4YCHHS XKC-
nacmoro obpa3oBaHus (CNCIHUANBHOCTH); IOCTHXKE-
HUSl KOHOUACHIMAIBLHOCTH TCHCTHYECKOH HWH(}opMa-
LIMH; COBCPLIEHCTBOBaHHE NPOrpaMM 3/ipaBOOXpaHC-
HHUS TI0 JOpPOJOBOM M NMPCCHMMIITOMAaTHYCCKOH juar-
HOCTHKC HacjeACTBEHHbIX OOJIC3HCH, CKpUHHHra Ha
BBISABIICHHC HOCHTENCH “GOJIbHBIX” TCHOB NPH OTCYT-
CTBMHM MCTOZOB JIicYCHHUS Oo0Jie3HeH, - BhI3bIBACMBIX

3THMH TCHaMH; TCHeTHYeckoc oOpa3oBaHHC MeJH-
IIHHCKOTO TICpcOHana, GOJBHBIX W HaccleHHs B Ile-
JIOM; WCTOPHS Pa3BUTHS TCHETHKH — EBTCHHYCCKOC
JIBUXKEHHUC, TCHCTHKA MTOBEICHHUS.

KnonupoBaHuC OpPraHM3MOB, OPTaHOB M _TKaHCH.
[Ipo6acMa kIOHHMpOBaHHsS npHoGpena B MocCieqHCCe
BPCMSI OCTPOC COLIHANBbHOC 3By4YaHHe, T.K. CPCACTBa
MaccoBOH HH(QOpPMAIMH, 3a4aCTyH0 HEKOMIICTCHTHO
H3J1araloT CyTh BOMpOCaA.

ITo MpUHATOMY B TCHCTHKC OIpEJICNICHHIO, KO-
HUPOBAHHUC ABISICTCS TOYHBIM BOCIIPOM3BEEHEM TOTO
WM HHOTO XHUBOTO 00BCcKTa. I'maBHBIM KpHTEpHCM
KJIOHa CYHTACTCS TCHETHYecKass WACHTHYHOCTh. Kio-
HUPOBAHHC IIWPOKO NMPHMEHSETCS B PACTEHHCBOJCT-
BC, MUKPOOHOJIOTHYCCKOH MPOMBIILICHHOCTH, 3KCIIC-
PHMCHTaNBHOH 3MOpHONOTHH. Y 4YeNloBCKa H3BCCTHEI
cllydau CCTCCTBEHHOTO KIIOHMPDOBAHMS — 3TO OJHOSH-
1eBbic GnusHensl. OHako, B HacTosIlee BPCMS pedb
HJCT O TOJYYCHHH TOYHBIX KOMHMH B3POCIIOTO XKHUBOT-
HOTO HIIH YCIIOBCKa € 0C000 [IEHHBIMH Ka4eCTBaMH.

Tcopust KIOHMDOBaHHS OCHOBaHAa Ha OIBITax
Jx. T'epnoHa, KOTOPBIH TepecaxuBan sfapa KIETOK
MOKPOBHOTO JITHUTCIIHS B JIWUIEHHBIE f/pa SHLICKJICT-
KM JIATYLICK W IOJIy4all U3 HHX roJIoBacTHKOB. B mac
1997 rona nosiBunuces ny6nukanuu Aua Bunomyra u3
[lloTnanaMM O KIOHHPOBAaHMM OBell (3HaMCHHUTas
Jonnu). CxemMa KIOHUPOBaHHUS MpPCJCTaBIICHA Ha pH-
cynkc 4. [TosBUIKCEH SBHO CIIEKYJNATHBHBIC My6nHKa-
MK 06 YCICIIHBIX MOMBITKaX KIOHHPOBaHHS YeloBC-
Ka.

HayunsIii aHanu3 NMpHBeJICHHBIX JaHHBIX ITOKa3al,
4T0 006 3((PCKTUBHOM KIOHHPOBAHHH >KHBOTHBIX H
YCJIOBCKA pEYH MOKa He MJICT.

Bo-ncpBeix, MpakTHYECKHH BBIXOJ KIOHHPOBAHHA
coctaBnact 1-2%, BO-BTOPBIX, HC J0Ka3aHa TCHCTH-
YyecKast WICHTHYHOCTh KIIOHUPOBAaHHBIX OPraHH3MOB,
B-TPCTBHX, KHU3HCCIOCOOHOCTh H (PYHKIIHOHANBHOCTD
“KJIOHAT” OKa3alach HECPaBHUMO HHXC, YCM HMX CC-
TECTBCHHBIX aHaJIOTOB.

EcTes ¥ npyrvc mpu4YHHBEL, 0 KOTOPBIM Ha COBpC-
MEHHOM YPOBHC Pa3BHTHS HayKH HC NpPCACTaBIACTCS
BO3MOXHBIM MacCOBOE KIIOHHDOBaHHC MIIEKOIHTAIO-
mux M 4cnoBcka. CyliccTBYIOT cuic COLManbHO-
3THYECKHE TPO6IEeMB! KIIOHHPOBaHHUS, KOTOPHIC BPSI
1y 6yayT pelIcHBI B GNTHKaiIIec BpeMs.
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CoBceM B IpYroi IMIOCKOCTH JIEXKHT Tpobiema
KIIOHHPOBAHHs OPTaHOB M TKAHECH XHBOTHBIX M 4eIO-
BEKa C LENbI0 TPAHCIIAHTAIMH. DTO JCHCTBHUTEIBHO
MEPCTICKTHBHAS M MPAaKTHYCCKH 3HAYMMas 3ajauva,
KOTOpas ycremHo pemaercs. JlokasaHo, 4TO mnepeca-
JKMBATh KJIOH COOCTBEHHBIX KIJIETOK OOJBHOrO HIIH
MpeBapUTEILHO BBIPALICHHYIO TKaHb (OpraH) mpen-
MMOYTHTENIBHEE, YEM JOHOPCKHH MAaTEpPHA. HCYEC3aI0T
npoGiieMbl HMMYHOJIOTHYECKOH HECOBMECTHMOCTH,

yBEJIMYMBACTCS TOYHOCTH JO3UPOBKH TPAHCIIIAHTATA,
HMEETCS BO3MOXHOCTH CO3/1aBaTh OaHKH KIETOK,
TKaHEH M OpPraHOB, TMOSBISCTCS YHHKaJIbHBIC BO3-
MOXHOCTH JUIS 3KCTIEPUMCHTAJBHBIX HCCIICOBAHMIA,
HCUE3al0T 3THYECKHE TPobIeMsl B Ip.

Hayunsle pa3paGOTKH Y4YCHBIX-TCHCTHKOB YC-
MEIIHO HMCTIOJB3YIOTCS BO BCEX OTPACIAX MEAHIMHBI,
a poJtb OYAYIHX OTKPBITHH TPYJHO MEPEOLICHUTH.

THE MEDICAL GENETICS: LOOK INTO THE FUTURE
(Lecture 6)

I.J. Seminsky

(Irkutsk State Medical University)

In this article wc can read about new diagnostic and trerapentic methods of the inedical genetics. The
DNA-diagnostics, genie therapy and the problem of cloning cells, tissues, organs, animals and people are dis-

cussed in the article.
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