METOIbI
MEJUIIUHCKOU
T'EHETUKH

Jonent xadeapbsl OMog0ru MeauuuMHCKoON Jlemuaenko JILA.

e

AyTOCOMHO-A MWHaHTHBIA TW HacneaoBaHuA

e N N P N Y ST POV




e AHTPONMOINEHETUKA — Hayka,
KOoTOpas u3yuyaeTr

TBEHHOCTb W

3MEHYMBOCTb Y YesioBeKa.

aK CaMOCToSATENbHAA HayKa
bigenmnace MEANMUNHCKASA
EHETUKA, KoTopas 3aHMMaeTcH
OMArHOCTUKOW, NpOoMUNaKTUKON W
JIeYEHMEM HaCNeaCTBEHHbIX
3a60n1€eBaHUN, @ TaKXe BbIICHEHNEM
naToreHeTU4eCKnXx NpUYnH
HacneaCcTBEHHbIX bonesHew.




» KaK Hayka

noreHeTuka 6oina
(bopMIEHA aHITNUCKNM
HTPOMOJIOrOM U
cmxonorom ®peHcmncom
anbToHOM (1822-1911).

» OH BnepBble NPUMEHWU/
MaTeMaTuyeckue noaxoabl ¢

K OLlEHKE MapaMeTpoB
yenoBekKa.




» @peHcuc [anbToOH co3aan
TeNbHY0 061acTb Hayku 06
3MEH4YNBOCTU — BUOMETPUIO.

peasioXKuJ1 reHeTuYecKne MeToabl:
Hann3 poaoC/I0OBHbIX, METOA aHaNn3a
JIN3HELIOB, AepMaTornMduyecknn MeToA.

» OH TaKXe MpUMEHUST CTaTUCTUYECKNU
aHann3 ans pelueHns npobnemel
HacneaACTBEHHOCTU Y YernoBeKa.




®. N'anbTOHOM 6bLIIN
c(hOpMYyJSIMPOBaHbI MNOJIOXKEHUNA

0 HacneaCTBEHHOM 3[10POBbLE
yesioBeKa M NyTSAX ero yJiyulleHMUs.

e JTO HamnpaB/eHMe B reHeTUKe OH Ha3Ball
TEPMMHOM — €BreHHUKa.

» TepMnH eBreHuka (rp. eugenes —
XOpOLUNK poa) BNEPBbIE NPEANOXNIT

®D. NanobToH B 1869 . B KHUre
«HacneacTBeHHOCTb Ta/laHTa».




B ganbHEWLWeEM OH BbICTyNan co CTaTbsMU
M OOKNIaAaMN Ha TEMbl EBFEHNKN U

Tl,aemu ee Kak ocobyto HayKy 06
3y4YeHUn YerTI0BEeEYECKOro pona

LUTAMCS 1S The
SCLF DRCTIOD

Lixe l TR<C
COCE0KS DRAVS ITS MaTeN .Lt FROM MAOY SOMNCES RED DRCAD4S
e B Thé™ JOTO A MARMODICQS NTITY




o @. [ANbTOH cuUMTaN HEOOXOAUMBIM HE
TONbKO n3baBrieHue oT
NaTONIOMMYECKNX MEHOB, HO, IMaBHbIM

OBbiLLIeHue

OJINYECTBaA «XOpOoLUMX> NeHOB,

a3blBAEMbIX UM «rFreHaMW

AJIAHT/INBOCTU>», «Ir€éHaMM

eHnanbHoctu». C 3TOM Uenblo, /(i

O ero MHeHuto, Heob6xoanMo
NpefoCcTaBsATb YCI0BUS A1
NpoAJSIEHUS poaa TaKmX
MHOMBNOYYMOB U BBeAeHue L
OrpaHUYUTEsIbHbIX 3aKOHOB!!
B cucreMme 6pakos.




Cam lanbToH B cBOMX paboTax
HE BbICKa3bIBaJICA 3a

aHTUI'YMaHHble MeToab! fiee tedgh Du mit
VIYYLLEHUS YENTOBEYECKOW °3a5'-°""~”*“"°'5°’~'3;.
MPUPOAbI, OAHAKO €ro

oLLM60UYHbIEe UCXoagHble

NnoJsio)XxeHus 6ninn

MCNoJZIb30BaHbI B
AasibHeuweM. Tak B paje
CTpaH Hayanu NpoBOAUTH .
eBreHMYyeckue MeponpuaTms B
BUAE rocyAapCTBEHHbIX
3aKOHOB.




B 1915-1916 rogax B 25 aMepnKaHCKnX
WTaTax b NPUHATBLI 3aKOHbI O
PUHYAUTENBHOW CTEPUIN3aLINK
NcUXmnyeckn 60bHbIX, MPECTYNHUKOB,
HAPKOMAHOB.  sixcer pELIVERS BURNING Speicl |
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» [TogobHble 3aKOHbI CyLLLECTBOBAIN N B
cTpaHaXx CkaHaMHaBWUN, B ICTOHUMN.

‘CBOEro anoresi HeraTMBHas eBreHunkKa

oocTurna B dalumcrckon 'epmanHum.

» B 1933 roay, Hanpumep, B [ epMaHUn
6b1/10 cTepunmM3oBaHo 56244
NCUXNYECKN BOMbHbIX.

* OnucanHble MEPONPUATHS HE TOJbKO

AHTUTYMAHHBI, HO U HE UMEIT HAYYHOI0
000CHOBAHMSI.




[JaHHblIe NoNyNSAILUOHHON NrEHETUKU B
AanbHeuweM ybeauTenbHO NOKa3asaun BCHO
6ecno4YBeHHOCTb TaKUX EBreHNYeCKnxX

noaxoaos, npeanosiaratowmx CHMKEeHue
HacneacTrBeHHbIX 3abosieBaHUM

nyrem crepuansaumm 60nbHbIX.

[lepenoBble reHeTKM BCceraa BbICTyMnaan npoTuB
MCMONb30BaHUS EBFEHMKN B MOSIUTUYECKUX LIENSX.
Hanpumep, B pe3ontoumn MexayHapoaHoro
reHeTU4YeCcKoro KoHrpecca, NpoucxoamBLLEro B
2anHbypre B 1939 r., 6bI10 3anucaHo TpeboBaHue
O NpeaoCTaBfIEHNUN BCEM OASM PaBHbIX U MOJHbIX
BO3MOXXHOCTEN AN Pa3BUTUS HE3ABMCUMO OT pachl
1 HaLUun,




e B HacTosiLlee BpeMA 3a4a4uM Nno
rPaHNYEHNIO NeEpeaayn
acneacTBeHHbIX bonesHen byaywmm
OKOJIEHUAM, YYYLLEHUIO
acNneACcTBEHHbIX CBOUCTB YefoBEKA W

Hanbonee pa3syMHble CpeacTBa UX
NOCTUDKEHUSA BKJIHOYEHDI B

¢ MEAULIMHCKYIO FrEHETUKY.




e [eHeTuKa yenoBeka U3y4yaeT AB1EHNS
HaCc1eACTBEHHOCTU N U3MEHYUBOCTU B
nonyasumsax aoaen, ocobeHHoOCTH
Hacnef0BaHuS HOPMaJibHbIX U
NaTONOrMYECcKUX [IPU3HAKOB, 3aBUCUMOCTb
3a60/1eBaHWii OT reHeTMYEecKo
ﬁpeupacnonomeHHocm N DaKTOPOB
cpeabl. 3agaven MeAUuLMHCKON
reHeTUKM SB/SETCS BbiSIBJIEHUE U

npodunnakTuKka HacneacTBeHHbIX
6o0ne3HeMn.




e leHeTHMKa yenoBeka — O4Ha U3
BaXKHEULLMX TEOPETUYECKNX OCHOB
HOW MeauLMHbI.

e AkapeMmuk WU.I1. lNaBnoB, Nnpu3HaBa4
aXXHOe 3HayeHne reHeTuKn Ans
PU3N0IorMm n MeanLunHbl, nNUcan:
«Hawu Bpaum A0/MKHbI KaK a3byky
3HaTb 3aKOHbl HACNEeACTBEHHOCTM ...
BonnoLeHne B XM3Hb HAYYHOM UCTUHBI O
3aKOHaX HacneACTBEHHOCTU MOMOXET
n36aBUTb YenoBeyecTBo OT MHOIMMX

Cquﬁeﬁrqn ropsi».




e OOHUM ~3

>
JJ

OCHOBOMOIOXHMKOB wn - 4
MeAULIMHCKOW reHeTUKH e

ABMFETCS BblAaOWMNCS
HeBponaTonor Cepren
HukonaeBuy
[laBnaeHKoB
(1880—1961). OH Ha4nHas
CBOIO M/1I0AO0TBOPHYIO
paboTy B ABaALUATbIX roaax
XX BekKa.




» OH BrepBble NPUMEHUN UAEU

reHETUKN B KIIMHUKE, AaNn aHanu3
eCTBEHHbIX )
aboneBaHMN, YaCTb N3 KOTOPbIX
blsla ONMcaHa UM BMepBbIE.

aXkHou 3acnyron C. H.
aBUEHKOBaA SIBNSIETCH
pa3paboTka meToaoB MeaAuUKoO-
reHeTu4YecKoro
KOHCYJ/IbTUPOBAHUSA U €ro
nepBoe NpakTuyeckoe
npUMMeHeHue B Halleu CTpaHe.




Oco6eHHOCTU reHeTUKU YesioBeKa:

1. lcchnepoBaHMe reHeTUKM YenoBeka CBA3aHOo
¢-607bWIMN TPYAHOCTAMU, NPUYNHDBI KOTOPbIX
CBS3aHbl C HEBO3MOXHOCTbIO
3KCMNEepUMEHTaJIbHOIro CKpeLlnBaHus,
MeaJiIieHHOU CMEHOM NOKOJIeHUNU, ManbiM
KOJINYEeCTBOM NOTOMKOB B KaXX[10M CeMbe.

2. B oTnnymMe oT Knaccmyeckmx obbekToB,
M3y4yaeMbiX B 06LLEN FrEHETUKE, Y YEe0BEKA
C/I0XXHbIX KapuoTun, 6osbLUOEe YNCNO
rpynn cuensieHus.




3. HEBO3MOXXHOCTb 3KCMepuMeHTaIbHOro
CKpeLwinBaHUs KOMNEHCUPYETCHA TEM, YTO
nccnepoBartesib, Habnoaasa obLnpHYO
YyesloBeyecKyo nonynsunto, MoXxeT BblbpaTb
N3 TbiCSY BpayHbIX Nap Te, KoTopble
HeobxoauMbl /19 reHETUYECKOro aHam3a.

4. MeTton rmbpnansaumnm coMaTUHecKux
K/IETOK NMO3BOJSISET 3KCNEePUMEHTasIbHO
M3y4aTb SIOKaIM3aLMIo reHOB B XpOMOCOMaAX,
NpOBOANTb aHa/INU3 rpymnn cuenaeHuns.



e B MeaMLIMHCKOM reHeTUKe UCNoJib3yHoTCH
cnepyrouime Mertopbl.

FeHeanornyeckmu,
6/1M3HELIOBbIN,

LIMTOrEHETUYECKUM,
BUOXMMMYECKNN,

nepMaTornmdunyeckmn,
NHK-anarHocrtuka,
aMHUOLIEHTE3,
nonynsLMOHHO-CTaTUCTUYECKUM




o TEHEAJIOTMYECKWUN METO/[l — mMeTOx
MeAULIMHCKOW reHETUKN, OCHOBAHHbIW Ha
COCTaBAEHUN U aHaNn3e poaoC/IOBHbIX.

e AHanu3 poaocC/IOBHbIX NO3BOJISIET:

e 1) pewunTb, ABNAETCA 2IN AaHHOE
abosieBaHMe HacneaACTBEHHbIM UHN
2JEHOKOI'IMEVL deHokonua — 3aboneBaHue,
CXOZIHOE MO KIAMHUYECKUM CUMMNTOMaM C
HacneacTBeHHbIM, HO UMeloLLiee ApYyryto
aTuonoruto. Ecnun 3abonesaHne nepenaeTcs B

PSAly MOKONEHUW, CneayeT NpeanoioXuTb ero
HacneaCcTBEHHbIWM XapaKTep;




e 2) YCTAQHOBUTb TUM HacneaoBaHUSNA
3aboneBaHns (OMUHAHTHbI.

“peLeccrBHbIN, CLEMIEHHbIN C MOJSIOM);

e 3) onpeaennuTb rOMo- "
reTepo3nuroTHOCTb Pa3/INYHbIX Y/1EHOB
CEMbMU;

e 4) BbIYNCNUTb BEPOATHOCTDb
reHeTu4yecku obycnoBJ/iIeHHbIX
Co6bITUMN.




» C noMoLblo CTaHAAPTHLIX CUMBOJIOB AenatoT
rpamyeckoe n3o0bparkeHme n NpoBoAST aHau3.

O 3A0pOoBans XXerHuimHa

SA0OPOBLIA MyX4YuMHa /J\;1
npobaHg I

non HenssecTeH
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BblKHMAObILW

MeauUuMHCKMA abopT

MEPTBOPOXAEHHbLIA

Opak

58873%

KPOBHOPOACTBEHHB A
6paxk

NOBTOPHLIA Bpaxk

0660+>o‘

(:>-~ BHebpadyHan cBA3b /L/T,+

Puc. 7.6
CrMBOABI, MCIOALBIYEMLIE NP COCTaBISHMK DOQOCTOBHbBIX

O 0

cubcw

MOHO3MWMIrOoOTHLIE
Gnu3zHeum

OAN3UITOTHBIE
6nu3Heubl

GecnnoTaHbin Gpaxk

BHebpadyHoe

noTomcTeo

SonbHbBIE

reTepo3ImuUroTHsble
HoOCUTEeNnu peyec-
CUBHOro reHa

AVMYHO
obcnepoBsaHHLbIE

ymMepwmne




.J1n9 cocTaBneHnsa poaoC/I0BHOW
OOJIXHbI 6bITb COBpaHbl AaHHble He
MEeHee YyeM O TPEX MOKOSIEHUSIX.

» C60p cBEAEHUMN HAUMHAETCS C
npobaHja - YenoBeka, KOTOPbIV
obpaTuicsa K Bpayy.




e TN HAC/IeaoBaHUA 3aboneBaHns
AOMMHAHTHbDLIN

e HacnepyeTtca B KaXXAOM NOKOJZIEHUMN

e [lepepaeTrcsa

He 3aBUCUMO
OT nona

e boneet 50%

AyTOCOMHO-AOMUHAHTHLIN TUM HacnefoBaHUA
B (nonngakTUnua)




e TUN HaCeaoBaHUSA

3ab60/1eBaHuA ) -0
peLecCUBHbIN '

o lNlepenaercs ] i—~o_ d)
yepes3 nokKoJsieHue L 6"

e [lepenaerca He '

3dBUCUMMO OT NMOJia dO‘Engé

o boneer p ) 5 0/0 AYTOCOMHO-DELLECCHBHBIA TN HACMEAOBaHMS

(cheHunKkeTOHVDMA)




» [pu3HaKk CUenJiIeHHbIU C NOJIOM

/

» [pM3HaK, KOHTPOAMPYEMBIN Y-M0M0BON
XpPOMOCOMOMW, BCEraa nepeaaeTcs ToAbKo Mo
MY>KCKOU JIMHUMW.

e HacnepoBaHue, cuenJjieHHoe ¢ X-
XpOMOCOMOMW, MOXeT 6bITb
AOMWHAHTHbLIM U peLecCcUBHbIM (4alle
PEeLEeCCUBHbIM).

» X - cUen/ieHHoe peLeccMBHOE HacneaoBaHue -
reMmodunua (HapylueHne ceBepTbiBaHUS
KpOBW), NalbTOHU3M.




[10 reHaM, NTOKaJIM30BaHHbLIM B MOJIOBbIX
XPOMOCOMaX, XXEHLLMHA MOXET ObITb
FOMO3UIOTHOW WU FreTEPO3UTrOTHOMN.

My>XUMHa UMEET TONIbKO OA4HY X-XPOMOCOMY,
NO3TOMY eH JaXke B peLecCMBHOM COCTOAHUMU
Ccpa3sy NposABUTCA.

HocuTenb reMounm KoposieBa BUKTopus
Oblna reTepo3nroTHOM 1 nepeaana
MYTaHTHbIW reH CbiHY Jleononbay 1 ABYM
aoyepsam.

STa 60n1e3Hb NMPOHUKIIA B psia KOPOJSIEBCKUX
aomoB EBponbl 1 nonana B Poccuto.




e bain3HeLoBbIN METO, OCHOBAH Ha
M3y4YeHnMn 6n3HEL0B, CpaBHNBASA
OTOPbIX MOXHO CyAuUTb O BAUSIHUN Cpefb

HAaCNeACTBEHHOCTM Ha pa3BUTME TOro
JI MIHOTO MpPU3HaKa.

» BNM3HELIOB AENAT Ha ABE rpynribi:

o OgHosivLieBbie (MOHO3UIOTHbIE) U
ABYsiULOBblEe (AN3UIOTHBIE).




MOHO3UIroTHbLIE
61n3Heubl

DA3BMBAOTCH U3

Pa3beANHUBLLUMUXCS
6nacTtomepoB O4HOU -
ONA040TBOPEHHOM
ANLEKNETKU N UMEIOT
OAMHAKOBbLIWM r€HOTUIM.




Ecnn npousoLlio onsiogoTBopeHne ABYyX
SINLEeK/1IeTOK ABYMS cnepMaTo3onaamMm, 1O
9 AN3UIrOTHbIe 6;1M3HeLbl.

HXU MOryT 6bITb pa3HOro rnona.

dJINHUE Y 6113HeL 0B 0ANHAKOBbIX NPU3HAKOB
OCUT Ha3BaHNE KOHKOPAAHTHOCTMH,

a3Nn4ne B MpusHakax - AMCKOPAAHTHOCTH.




¢ MOHO3UIroTHble 6;1In3HeL bl
KOHKOPAAHTHbI M0 O0NbWWHCTBY
MPU3HAKOB: OHN UMEIOT OANHAKOBbIN
Nos, UBET rnas. rpynny KpoBswy,
CTpoeHune 6enkos.

| C nomoubto 651M3HeL,0BOro MeToaa yaanoch
YCTAHOBUTb POJib MrEHETUYECKOrO
e (baKTOpa B NPOSABJ/IEHMNMU ISMNMUJNEINCUMN,

wnsodpeHnn 3aboneBaHnn ckenera,
caxapHoro guaberta u gp.

A
Y




OaHaKo BHeLHME NPU3HAKK MOryT 3aBUCETb
OT CYObEKTUBHOCTU UCCNEeA0BAHUN U BANSHUS
BHELUHEW Cpefbl Ha HacneaCTBEHHOCTb.

emMeLKnn reHetunk K. XonbumHrep
pensioxXun opMysbl, onpeaenstoLme
03 PULMeHT Hacneayemoctn (H) u
03 dPULMEHT BNnaHUa cpeabl (E):

CMZ -CDZ
100-CDZ

H =

E=100% — H,
rne CMZ n CDZ — KOHKOPAAHTHOCTb MOHO- U
ON3UTOTHBIX B6/IM3HELI0B B MNPOLIEHTaX.




EchmH—-—0o10p1000,5 -
onpeaensowlyro poJsib UrparoT
¢dakTOpbI Cpeabl;

H—-o0oT1 0,5 oo 1—npusHak
onpepensieTcs HacneacTBeHHbIM
KOMIMOHEHTOM;

H=0,5 — B paBHOM CTeNneHun BausieT
cpena y HacneacTBeHHbIN paKTop



e LinToreHeTnueckum meroq sBnsdeTcs OLIHVM
N3 OCHOBHbIX B FrEHETUKE YENI0BEKA.

* OH 3aKN1o4YaeTcss B MUKPOCKONNUYECKOM

3y4YeHMn XpoMOCcOM. O6bIHHO XPOMOCOMBI B

eTKax HabnoaalT BO BpeEMS MUTO3a Ha
TaaAnn METAMA3HOU MJIaCTUHKN.

« B 1956 roay wBeackue y4yenble k. Tumo
n A. JleBaH BnepBble onpeaenunun, 4to
HOPMa/ibHbIN KapnOTUN YenoBeKa COCTOUT
N3 46 XpoMOCOM, U3 HMX 22 Napbl — 3TO
ayTOCOMbl U O4Ha Mapa - NOJIoBbIE
XPOMOCOMBiI.




[locnepytollee n3y4vyeHme B
NIOMUHECLIEHTHOM MUKpOCKone
NOKa3al0, YTO XPOMOCOMbI HEe AaloT
PAaBHOMEPHOIro cBe4YyeHnsa no AJINHe.

8 9 10 11 12
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[1pn n3yyeHnm MHOrnmx BUOOB
MJIEKOMUTAIOLLIMX OKa3a/0Cb, YTO
CMOCOBHOCTbBIO K aKpUXNHOBOW
dnoopecueHuUnn 0bnaaatoT XpoMOCOMb!
yenoBeka, ropunnbl 1 LUMMNaH3e.

B HTEepda3HbIX sapax 3TUM
METOO0M BbISIBNAETCA Y-
XpOMOCOMaA, KOTOpas UMeeT BUA
OYeHb APKO CBETSLLErocs
3e/1eHOBaToro TenbLia.






[Mocne cooTBeTcTBYOLWEN noarotoBkn AHK B
XPOMOCOMaX BbISIBNSETCSA YeTkas anddepeHLnpoBKa
Ha TEMHOOKpALUEHHbIE U CBETJ1bl€ MNOJZIOCbl —

OAVUCKM.

2 8 B A " M
AWl h:l {
8 9 10 11 12

) Ji 8 5 W
13 14 15 16 17 18

M S5

NMCKOB, X PUCYHOK CTpPOro crieunduyeH ans
KaXXA0W XPOMOCOMbt.



YCTaHOB/EHO, YTO NpU HEKOTOPbIX
HacneAcTBeHHbIX 3aboneBaHNAX MeHsieTcs
KOJINYEeCTBO ayTOCOM M NOJIOBbIX

one3Hb flayHa, cuHAapowmbl: lNMaTay,
ABapAaca, LepeweBckoro-TepHepa,
anHdenbTepa, Tpucomun-X,
TaKXKe CTPYKTypa XpOMOCOM
(ykopoueHue 21-n XpoMOCOMbI -
MMUENOoJZIEUKo3, Aeneums naeya B 5 nape —
CUMHAPOM «KOLUAYbero Kpmka»).

» Bce 3T HacneacTBeHHble 3aboneBaHms
ANarHoOCTNpyroT C NOMOLLbIO
LUUTOFrEHETUYHECKOIO METOAAd.




[ns 3TOro nccneayoT KNETKN KOCTHOro mMo3ra,
NIMMPOLMTbI NEPUPEPUYECKON KPOBMW.

C NoMoLLbIO creunanibHON MEeTOAUKN KIEeTKU

KY/IbTUBMPYIOT, 3aTEM XPOMOCOMbI OKPALLMBAIOT
N MAUKPOCKOMMUPY!IOT.

NUCTIMYOSEHAS M
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e Hapsaay c nsydyeHumem
MUTOTUYECKMUX XPOMOCOM LIEHHYIO
HOPMaLMIO NOTyYatoT U NMpu
abntoaeHnn nHTepda3HbIX
eToK. /
e B 4aCTHOCTM, MY>UMH U XKEHLUMH §
a3/IMYaloT No HaANMYuIo B
MHTepda3HOM sape TaK
Ha3blBaeMoro Tenbua bappa,
WJIM NOJIOBOro XpoMaTHUHa.

e OH eCTb Y >XEeHLLWH U OTCYTCTBYET
Y MY>X4UH.




e NMonoBoOU XpOMaTUH NMpeacTaBnseT
cobon pe3ynbTaT reTepoxpoMaTm3aLmm
NHOWN U3 ABYX X-XPOMOCOM,
HaKTUBUPYEMOMW Y XKEHLLNH.

» WccnefoBaHuns NonoBoro XpoMaTuHa B §
eTKax cockoba cnm3ncTom 060104KM
PTa LUMPOKO NPUMEHSIETCA AN
onpeaenieHnsa reHeTnYeckoro nosa
MaLUWEHTOB B MPaKTUKE MeANLIMHCKON
reHETUKM, @ TaKXKe CMOPTUBHOM
MeauLmMHe.




Ycnexun, JOCTUTHYTbIE B MOC/EAHME FOAbl B
MOJIEKYNSAPHON 6MON0rMmK, NPUBENU K CO34aHUIO
MOJIEKYNSAPHO-TEHETUYECKUX METOAOB
MCCNeaoBaHUs reHoMa YesnoBeka.

NHK-AnarHocrumka

e C nomouwbro AHK-AMarHOCTUKMN MOXXHO
pewiaTtb c/ieayroLlime 3aaaum, KoTopble
4acToO He yAaeTCs pewimTb ApyruMmm
MeToAaMMm:

e 1. noaTBepXxaAeHue KJIMHN4YeCcKoro
AnarHo3sa nnn anddepeHunanbHas
OVWArHOCTUKa y NauueHTa;

N




e 2. NpecMMNnTOMaTnyecKas AMarHoOCTuka
- KOoraa KianHn4yeckme npusHaku
3aboreBaHns C NO3AHMM pPa3BUTUEM

OTCYTCTBYIOT;

e 3. NpeHaTasnbHaa AnarHocrtuka no [HK
nnoaHoro Mmartepmana (BOpCUHbI XOPUOHa3,
KNETKN aMHUOTUYECKOW XNAKOCTU, KPOBb
nnona);

e 4. npeMMJIaHTaLMOHHAaA ANArHOCTUKa
no 1HK knetok Apobsuencs aSnuekneTky,
OnSI0A0TBOPEHHOM in Vitro.




e Ina AHK-AMarHoCTukKu B NOCTHATaJIbHOM
nepuopge (y 60s1bHbIX) 06bIYHO
MCMONb3YIOTCA AAPOCOAEPXKALLME KITETKN

DOBM.

e [lna nopoaoBOM ANArHOCTUKM Yallle BCEro
CMOJIb3YIOTCS KIIETKN BOPCUH XOPUOHaQ,
MHUOTNYECKOWN XUAKOCTWU, KPOBb Maoaa.

e METOAbl AHAJIU3A AHK - COBOKYMHOCTb
BUOXMMUMYECKNX UCCNeaoBaHMN, MO3BOISIOLMX
onpeaennTb NocneaoBaTeIbHOCTb HYKNEOTUA0B
B HYK/IEMHOBOW KUCMOTE, @ TakXe NPOM3BECTU
MHOrokpaTHoe peaynnuumposaHue AHK.




K HUM OTHOCATCA:
¢ CEKBEHUpPOBaHMUe,

® OJINFTOHYKJ/IEOTUQHOE
30HAMpPOBaHMeE,

e KnoHupoBsaHue Mmonekyn AHK,
e NoZimMepa3Has uenHasa peakuus

(NLIP).




e MonunMepa3Hasa yenHas
eakums (MNLP) — meTO,
MUTUPYIOLLIMN €CTECTBEHHYIO
ennmkaumio AHK.

 [locTaTo4HO HebonbLLOoro obbvemMa
aTepuasna BOpCUH XOPUOHaA Wn
PYrux KJeToK rnnoaa, Ytobol
[1aTb OTBET O HANMYUN UK
OTCYTCTBUU Y byayLiero pebeHka
MYTaQHTHOro asnenst B roMo- Uin
reTepo3nroTHOM Habope.

T T onejmo lecule
|||||||||||||||||||||||||||||||||||||||||||||||||||| primer 2
. - (o
pnme[ ALt
\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\
\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\
l } fi molecule
T T
A T T TR TR
BT L L R
L ._’
primer
primer 2 dit on this side
—¢ ; f
W My |0 fhe e o
............ S
A

IIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIII

Hy the length of the
sequence befween and ncluding the primers




o CekBeHupoBaHue (oT naTt. sequentia —
nefoBaTeIbHOCTb) — METOo/ aHa/In3a
HK, Nnpyu KOTOpPOM onpeaensieTcs
O4YHasA nocnenoBaTesibHOCTb
PaCroJio)XXeHUs HYKJ1eoTUA0B B
OTAEeJIbHbIX YYaCTKaxX MOJIeKy/ibl
OHK.

e JTOT METOo/ NMPUMEHSETCS COBMECTHO C




o O/IUroHyK/1€0TUAHbIM 30HANPOBaHNEM —
n3yyeHume CTpyktypbl dparMmeHToB [1HK ¢
“FIOMOLLIBIO ONTMIOHYKJIEOTUAHBIX 30H/O0B,
MMEIOLLUNX PaANOAKTUBHbBIE METKW;
rmbpmnansaums 3o0HAOB € aHanuanpyemon HK
MO3BOJISIET TOYHO OMNPeaesnTb PacrooXeHue
HYK/1e0TUAOB B UCCEAYEMON HYKITIEMHOBOW
KMCMOTE NO NpaBuily KOMMJIEMEHTAPHOCTU U

e KJIOHUpOBaHWeM y4yacTtkoB [JHK —
PA3MHOXEHNE aHANTU3UPYEMbIX (DPArMEHTOB
monekyn AHK.




o lepMmaTornudpunuyeckum Mmeron

» [lepMaTornnmuKa - 3To U3yyeHue
penbeda KoOXu

* Ha Nanbuax (AakTunockonus) ,
e TAAOHAX (NanbMocKonus) w

* MOAOLLBEHHbIX MOBEPXHOCTSAX
cTon (NJaHTOCKONUA).




NaKTUI0CKONUSA

YHacToTa BCTpeyaeMoCTu (OopM
NanUINSpPHbIX JIMHUN:

nyroson 10 %,
netneson 60 %,
3aBUTKOBbIN 30 %.




e NManbMmockonus

e atd yron (norm mn npm

XPOMOCOMHbIX
3aboneBaHusXx):

» a, b, c d, t—Tpupaanyceoi.

« 1 —Trisomy 13 lNaTay

e 2 — Trisomy 21 [layHa c-M
» 3 — TepHep syndrome

* 4 — Norm 52° atd

» 5— KnamHdpenbTepa syndrorme




e MannnnapHbie pPUCYHKN UMEIOT
MHAMBUAYaAJNIbHbIA XapaKTep U
HaxoaaTca noA reHeTU4YeCKum

KOHTpOJieM.

» MeToa NpUMeHAEeTCAa KakK
BCMoOMoOraTtesibHbIN TECT MNpu
NMArHOCTMKE XpOMOCOMHbIX 6one3HeH,
BPOX/IEHHbIX YPOACTB U KITMHNYECKM
HesICHbIX CTepTbIX opMax 3abosnieBaHus.




* YCTQHOBJIEHO, YTO KOXXHble
DUCYHKWN Y
KaX>XAOW JIMYHOCTU
mH,EI,MBMLl,yaJ'IbeI "
COBMaAalT TOJSIbKO Y
OAHOSANLEBBLIX 6/TM3HELIOB.

e CxoAaHble U3MEHEeHUN
OXXHbIX PUCYHKOB
obHapy)XeHbl Yy

60/1bHbIX CaXapHbIM

anabeTromMm, nNpokasou,
wnsodpeHuen,

cMHApoMOM [layHa.




e buoxnMuyeckme Mmetoabl
MCNONb3YIOTCA AN AUArHOCTUKU
HacneAcTBeHHbIX 3aboneBaHui,

BA3aHHbIX C UBMEHEHUEM CTPYKTYPb!
eHa.

o 1N ANArHOCTUKWN FrEHHbIX 3aboneBaHnn
MCMOSb3YIOT METOAblI ByMakHOW
XpoMaTorpadumn, BbICOKOBOJIbTHOIO
3/1eKTpodopesa, pa3inyHble
MUKPOBUONOrnyeckmne TecThl.




e HacnepcrBeHHble 3aboneBaHuns,
0bycnoBneHbl reHHbIMU
yTauusMn, N3MeHSIoLWMMU
TPYKTYPY WUIN CKOPOCTb CUMHTE3A
e/IkoB, 0bbI4YHO COMPOBOXAAOTCS
HapyLUEeHMEM YIIEBOAHOIO,
6enKkoBoro, MMNUAHOIoO U Apyrux
TUNoB 06MeHa BeLLEeCTB.




» HacneacrtBeHHble aedeKkTbl 0bMeHa MOXHO
ANarHoCcTMpoBaTb MOCPeaACcCTBOM onpeaeneHus
CTPYKTYpPbl U3MeHeHHOro 6enka uan ero

O/INYECTBA, BbISIBNEHUS AedeKTHbIX
epMeHTOB U 0BHapYy>XeHns NPOMEXYTOUHbIX
POZIYKTOB 0bMeHa BellecTB BO BHEK/IETOYHbIX
MOKOCTSX opraHn3Ma (KpoBu, Mo4ye, noTe U T.
).

* Hanpumep, aHan3 aMUHOKUCIOTHbIX
nocneaoBaTelbHOCTEN MYTALIMOHHO
N3MEHEHHbIX 6enkoBbIX Lenen reMornobumHa
NO3BOJIN/ BbISIBUTb HECKOJ/IbKO HAaC/1eaCTBEHHbIX

nedeKkToB, Nexalwmx B OCHOBE psaaa
3aboneBaHnn, — reMorn06MHO30B.




e [TonynALMOHHO-CTaTUCTUUYECKUN
MeTOo/ NO3BOJISIET ONPEAENUTb
YACTOTY PacnpoOCTPaAHEHUSA OTAENbHbIX
reHOB B Nonynaumsax.

» B ocHOBY NonynsLUMOHHON FrEHETUKM
NOJIOXXEH 3aKOH k. Xapan-I.
BanH6epra, npeanoXXeHHbin B
1908 roay.




e OH r71acut, 4TO B ronysasaumnsax
€TCs1 NOCTOSIHHOE
OOTHOLUEHUE HYaCTOT reHOB MU 4acCToT
€HOTUIOB OT INOKOJIEHNS K
OKOJIEHMHIO.

THAKO TaKoe MNMOCTOSIHHOE
COOTHOLLUEeHMne HabsoaaeTcs ToJ/IbKO

B MEHAEJIEBCKUX TOIMNYyJIAUNAX.




o CornacHo 3akoHy Xapaun-BanHb6bepra,
yacToTa pacnpocTrpaHeHUss AOMMHAHTHOro
reHa "A" n ero annenun "a" B nonynaymax

paBHa eAuHMLe:

e P+ q =1.

» COTHOLLEHWNE FEHOTUMOB B NOMNYNSALNY

BbipaxkaeTtca dopmynon (p+q)? vm

o p2 + 2pq + q% (AA+ 2Aa +aa).
CnepoBaTesibHO,

» reHoTMn AA BCTpeYaeTCcs C YacToToM p?,

e YaCToOTa reHoTtuna Aa paBHa 2pq,

* @ YacToTa reHoTuna aa — dg-.




Takum o6pa3omMm, C MOMOLLLIO 3aKOHa
Xapan-BanHbepra MoXKHO:

A
Y

1

2

L

. BbIYMC/IUTb PacrpOCTPaHEHUE B

nonyndunn onpeaesieHHbIX reHoBs,

. PaCCiNTaTb YaCTOTbl TOMO- U

reTepo3nroTHbIX afienen y nioaen, a

3

.TAKXXe NpOrHo3npoBaTh

PACMPOCTPAHEHHOCTb B MOMNYNSALMSX
HacneacTBeHHbIX 6oie3HelN.




e [IpeHaTalbHaA ANArHOCTUKa
(aMHUoOLIeHTEe3) No3BONSET

PATUTb poXkaeHne 60/bHbIX
eTeun C THKEeNbIMU HACNeACTBEHHbIMU
OJSIE3HAMMN, TAaKUMU, KaK
amoancrpodums
JroweHHaMmuuoaucTpodus
[1rolleHHa,
MYyKOBMUCLMO0OZMUoaUCTpodpums
[1rolieHHa, MyYKOBUCLIMAo3,

MUOTOHUYECKas AUCTPOdus




[IpeHaTaNbHanA

ANAarHoCTukKa

e /lHBA3nBHAY —
aMHMoOLleHTe3

e HemHBa3nBHa4
V/ibTPpa3BYKOBOe

nucecinegqoeaHue
(Y3WN)




* [lepcnekTUBHbLIM I —_— ‘
METO/OM,
9eMbIM B
MHUKE,
BNIeTCS
3yyeHue
KOJIOMJ/I0AHOM
XXNAKOCTU B 16-18
Hepesnb | ok =
BEPEMEHHOCTN -  Zoe, oo
aMHMOLLEeHTe3. a9

1. About 20 mi of amnlotic
flud containing cells

lougheo oﬂ 1r0 the
nmgh he mothof\s
ity

analyzed biochemically
for the presence of about
40 metabolic disorders,




[1p 3TOM MOXXHO YCTaHOBUTb KapuUOTWUI
nnoaa, onpeaenuTb ero rnoJs, NpPoBecTu
BUoxUMUUYeckoe U3yyeHme oKononI04HON
XUOKOCTU AN AUarHOCTUKM bone3Hewn
obMeHa BellecTB (PeHUNTKETOHYPUS,
raslakTo3eMmsl, MyKonosimcaxapumaosbl u
ap.)

BHYTpUyTpObHasa AnarHocTuka
NMPUMEHSIETCS B TEX Cllyyasix, Koraa
MMEETCSH BbICOKMN PUCK POXKAEHUS
6onbHOro pebeHka.



Y3WU no3Bonser onpeaenutb okosio 250
NnaToJIorM4yecKkmnx COCTostHUu




