Jlexmms 1.

YenoBek KaK 0ObEKT T'€HETUK.

MeToabl N3yUYeHUS TEHETUKHI
YeJI0BEKa



OCOOEHHOCTH 4YeJIOBEKaA KaK O0ObEeKTa
T€HETUKHU

Yto co3maer TpyHOCTH

Henb3sa ckpelmBaTh 0 KEJTaHUO
AKCIIEPUMEHTATOPA.

Yuci1o0 IOTOMKOB HEBEJIUKO
Penkasg cMeHa MMOKOJIEHUU
MHoro npu3HaxkoB

MHoro xpoMocom



OnpHako OoJbIIas 3aMHTEPECOBAHHOCTD
[IEPEBEIINBACT BCE TPYAHOCTH



OCHOBHBIC MCTObI N3YUCHHUS I'CHCTHUKH YCJIIOBCKA

* |'eHEATIOrNYECKUN

e lluTOoreHeTHYECKUM

* bHoOXUMHYECKHUH

e bau3HenoBbIN

e |lonmyasauMOHHO-CTaTUCTUYECKUU
e JlepmaroranpudecKkui

e |'eHEeTUKHM COMAaTHYECKHUX KJICTOK

e JIHK mmarHocTuku



bian3HenoBsIM METOO

» H3yuenwne pa3BuUTHS
IIPU3HAKOB y OJIM3HEIIOB

» OmnpeneneHue poiu
T'€HOTHIIA B HACJICJIOBAaHUU
IPHU3HAKOB

» OIllcHKa BIIUSHUS
BOCIIMTAHUS U OOYy4YCHMS Ha
Pa3BUTHE YEJIOBEKA




bJIM3HENOBBIN METO/T U3yYAET
COOTHOCHUTEIIbHYIO POJIb IT€HOTHIA U CPEIbI
IyTEM CpaBHEHHUS OJIM3HELIOB

Kyp — KI[E

H =
100% — K 5

H — nokazarenp HacaeyeMOCTH IIPU3HAKA

Ky — IOKa3aresib KOHKOPAAHTHOCTHU B %% Y MOHO3UTOTHBIX
ONM3HENOB

Kzu; — MOKa3aTeib KOHKOPAAHTHOCTHU B %% y TU3UTOTHBIX
OJIN3HEIOB



[laTOreHeTUYECKUU METO/T NU3y4aeT
XPOMOCOMBI

11




[luTOreHeTHYEeCKMM METOT

peaiokeH B 1883 . @. I'apToHOM.

» MHKPOCKOITMYECKOE UCCIICTOBAHHE
CTPYKTYPBI XpOMOCOM Y 3J0POBBIX U
OOJIBHBIX JIFOIEH

» JlmarHoctuka psjga HacISICTBECHHBIX
3a00J1€BaHUM, CBSI3aHHBIX C XPOMOCOMHBIMU
M3MEHCHUSIMHU



| eneamornueckuy MeTOJI — METOJI
aHAJIN3a POIOCIIOBHBIX

I eHeastornyeckuu
——- Y CTAHABJINBAET MPU3HAK
MeTO/
He HacienyeMbI Hacaenyembri
CuenjieHHbIN C 0JIOM JIOMMHAHTHBIH
AYTOCOMHBI PeneccuBHBIN

MOHOTeHHOCTD (IIOJIMT€HHOCTh) MPU3HAKA



I eHeamornueCKum MEeTO/I
BBIABIISCT

» 3UTOTHOCTH JIUII POJIOCIOBHO (TOMO- I T€TEPO3UTOTHI);
» TEHEeTPAHTHOCTh T'eHa (YacToTa ero IPOsSBICHUS);

» BEPOSATHOCTH POKICHHUS peOCHKA C HACIICACTBEHHON MaTONOTHEH
(TEHETUYECKHUI PUCK).



Cop ®pancuc IN'aabton (anri. Francis Galton; 16
depans 1822 — 17 supaps 1911)

Ky3zen Y./lapBuHa

e 3aHHUMAJICS BOIIPOCAMU
HACJIEACTBEHHOCTH,
OmoMeTpue,
AepMaTOTrIU(PUKOM,
CTaTUCTUKOU U
TECTUPOBAHUEM,;
IIEPBBIM Hayal
M3y4YE€HHUE OJIM3HEIOB.

e (Co31aJ1 EBICHUKY.



http://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B3%D0%BB%D0%B8%D0%B9%D1%81%D0%BA%D0%B8%D0%B9_%D1%8F%D0%B7%D1%8B%D0%BA
http://ru.wikipedia.org/wiki/16_%D1%84%D0%B5%D0%B2%D1%80%D0%B0%D0%BB%D1%8F
http://ru.wikipedia.org/wiki/1822
http://ru.wikipedia.org/wiki/17_%D1%8F%D0%BD%D0%B2%D0%B0%D1%80%D1%8F
http://ru.wikipedia.org/wiki/1911
http://upload.wikimedia.org/wikipedia/commons/e/ec/Francis_Galton_1850s.jpg

CI/IMBOJIBI, NCII0JIB3YEMBIC ITPHU COCTABJICHUHN POAOCT0OBHBIX
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1)

2)

3)

TaIkl TEHEATIOTUYECKOT0 METO 1A

POJOCIIOBHYIO0 HAUMHAKOT CTPOUTH C IIpo0aHa - JIMIIA, C
KOTOPOIO0 HAYMHAETCS UCCICIOBAHUE CEMBH.

KaXJ10€ MOKOJICHUE HYMEPYETCSl PUMCKUMHU (P pamMu
CJIEBA;

0COOM OJTHOTO MOKOJCHUS pACIIOIaratoTcs Ha
TOPU3OHTAIBLHON JIMHUM U HYMEPYIOTCS apaOCKUMU
b pamMH.
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Pazmaunyaror 6 OCHOBHBIX THIIOB
HaCJICIOBAHUS

A U A U

A
A
e X
X
Y

* MUTOXOHAPUAIBHOE
(U TOMIa3MATUYECKOC)



AyTOCOMHO-AOMUHAHTHBINA TUI (AD)
HaCJICOBaHUS XapaKTEePU3YETCs

CIICAYIOIIUMU IIPU3HAKAMU
O+H

1) OoJI€IOT B paBHOM CTEIICHU MY>KUYMHBI
1 JKCHILWHBI;

2) OOJIBHBIE €CTh B Ka’KIOM ITOKOJICHUH — O B O
HACJICJIOBAHHE «I10 BEPTUKAIN.

3) BeposaTHOCTh HaciemoBanus 100%

(eclm XOTsI OBl OAWH POAUTEIIb ‘
roMO3UIoTeH), 75% (ecnu oba poauTens IpuMepbl V YeJIoBeKa:

reTepo3uroTHsl) U 50% (eciau oauH

POIUTEH TETEPO3UTOTECH). Cunapom Mappana

AXoHIpoIIA3UA

' unepxojiecrepuHeMus



AyTocoMHO-peneccuBHbIi (AR) T
HACJICIOBAHUSI

. XapakTepeH IPOITYCK MOKOJICHUU O

. CTpagaroT paBHO MY>KYHHBI U

KCHIIMNHBI ‘ é

. «I1o ropusonTamm»

. BeposatHocTs y aerei 25%, ecian y
pOI[HTeHeﬁ IIPU3HAK HC IIPOABUIICS HDI/IMeDbI V 4eJIOBEKA:

DeHUIKETOHYPUSA
MykoBuCIH/I03

AJIpeHO-TEHUTAJIbHbIA
CHHIPOM



T'onanapuueckui Tum (Y)

Ilepenaercsd 1o
MYKCKOU JIMHUU
0€3 mpoITycKa
ITOKOJICHUU

IIpumep v
YJeJa0oBeKa:

I unieprpuxo3s
YIITHOU
PAKOBUHBI

HACJICOBAHUA

-




X-cuenjJeHHbId ToMUHAHTHBIH (XD)

* be3 nporycka ImoKoJeHUM — 1o
BEPTUKAIIN

e JKeHmuHBI ITIOpaXEHBI B 2 pas3a yaie

Ot oTHA NEPEAAETCA BCEM JOUEPSM;

Ol
o 00

oT Matepu S0% CHIHOBEH U JIOUEPEM.

O QL

IlpumMmepnl v YesioBeka:

Paxur, pe3sMCTeHTHBIN K
BUTAMUHY /]

KopuuyHeBasi 3MaJjib 3y00B



X-cuenjieHHbIH peneccuBHbI (XR)

* IlepemaeTcs OT Aena yepes | mm@®
MaTh-HOCUTEIBHHUILY K BHYKY

e ¥y MY KYHH IIPOSABIISICTCA é
SHAYUTCIIbHO YaIllc, YCM Y

YKEHIIIUH EB

IIpuMepkl V YeI0BeKa:
I'emopuius

JlanbTOHU3M

MplmeuHass AucTpogus
IKTOAEePMAJIbHAA JUCILIIA3UA



http://rds.yahoo.com/_ylt=A0WTefNquPFKW1AB4YKJzbkF;_ylu=X3oDMTBqaXBrN2duBHBvcwMzNwRzZWMDc3IEdnRpZAM-/SIG=1kleik4sc/EXP=1257441770/**http:/images.search.yahoo.com/images/view?back=http://images.search.yahoo.com/search/images?p%3Dectodermal%2Bdysplasia%26b%3D21%26ni%3D20%26ei%3DUTF-8%26rd%3Dr2%26pstart%3D1%26fr%3Dyfp-t-701-s%26fr2%3Dtab-web&w=512&h=559&imgurl=dermatology.cdlib.org/124/case_reports/dysplasia/1.jpg&rurl=http://dermatology.cdlib.org/124/case_reports/dysplasia/sankhyan.html&size=52k&name=1+jpg&p=ectodermal+dysplasia&oid=aadee6541931d0f0&fr2=tab-web&no=37&tt=136&b=21&ni=20&sigr=125o9kqii&sigi=11mq985vv&sigb=141o2cds3

MuToxXoHaApPHAJIBbHOE
(HMTOIIA3MATHYECKO0E) HACJIEeIOBAHM e

Ilepenaercs o O

MAaTEPUHCKOM JIMHUU

v ® 0 B O
MUTOXOHAPHUAJIbHASA

MU OIIATHUA

= om .

Y pacTeHUU TAKKE TEHBI XJIOPOILIACTOB.



I 'ammorun

I'amutoTun (COKp. OT «TaIUIOUIHBIA TEHOTHID)) —
COBOKYIHOCTH QJIJIEJIEU HA JIOKYCaX OJTHOU XPOMOCOMBI,
OOBIYHO HACJIETyEMbIX BMECTE.

Ecnu nipu kpoccUHroBepe KOMOMHALIMS ajljIeIe MEHSIETCS

(4TO MPOUCXOAUT OYEHBb PEIAKO), TOBOPSAT O BOBHUKHOBEHHUH
HOBOTI'O TaryIOTHIIA.



HCCHCJIYGTCH 9UCJI0 OAMHAKOBBIX KOPOTKHX TAHIACMHBIX ITOBTOPOB
(STR, short tandem repeats)

| arutorpyiimna

I'anutorpynma — rpyrmnia CX0XHUX ralIOTAIIOB, UMEIOIINX

o01Iero npeaka, y KoToporo
IIPOM30IILJIa MyTallus, YHACICAOBaHHAS
BCEMHU NOTOMKaMH (OOBIYHO —
OJHOHYKJICOTUIHBIA MOIUMOPPU3IM).

Y
Y-XpOMOCOMHBIE — OTIIOBCKAs POJIOBAs JIMHUS

Y
MHUTOXOHAPHUAJIBHBIC — MATCPHUHCKAs POAOBAsA JIMHUA

(cpaBHeHHE 110 CTaHIAPTHOM KEMOPHIAKCKOM
MIOCJIEIOBATEIILHOCTH )

Y
HCHTPOMCPHBIC — COMATHYCCKOC POAOBOC HACJICTOBAHHUC



JlepmaTornu(prudeCcKuid METO/1

(npemioxeH I"ambToHOM)
MeToJ IToMOoraeT B JUarHOCTHKE HACICACTBECHHBIX CUHIPOMOB



JlepMmaTorimupuuecKku METO/I

e H3ydaeT 0COOCHHOCTH IpeOEIIKOBOM KOKH U OCHOBHBIE
Cru0aTenbHbBIE JIMHUU JTAJIOHEN U ITOJIOIIB



http://upload.wikimedia.org/wikipedia/en/8/87/Fingerprint.jpg

Tpr OCHOBHBIX BHIA HNAIBIEBHIX

Y30POB

3dBUTOK

IICTIIA

yra



http://upload.wikimedia.org/wikipedia/en/0/0c/Loop.jpg
http://upload.wikimedia.org/wikipedia/en/e/ee/Whorl.jpg
http://upload.wikimedia.org/wikipedia/en/5/5b/Tented_arch.jpg

BapuaHTbI cru0aTenbHbIX CKIAT0K



http://upload.wikimedia.org/wikipedia/commons/d/d9/Single_transverse_palmar_crease_adult.jpg
http://upload.wikimedia.org/wikipedia/en/1/1c/Simian_crease2.jpg

OCOOCHHOCTH J€PMATOrIU(PUKU ITPU

Cunp
Cunp

HCKOTOPbLIX CUHAPOMAX

DOM DJBapjca — Ay’ Ha BCEX IaJibliax

ooM JlayHa — ogHa cru0areabHas CKIIaJKa

Cunp

oM TepHepa — BCE 3aBUTKH HA Hajibliax

Cunapom PyOuHmmTenHa-T>1H0N — CIIOKHBIN Y30
Ha TEHape



brnoxumMuuyeckum MeTo I

e Mcnonb3yercs Ajsl U3y4eHus: (pepMEeHTONaTUM —
MYyTalMi, HApyIIaIIUX padoTy (epMEHTOB.

B KpoBH 1 MOYE OOJILHBIX BBISIBIISIOTCS
OIIPEACICHHBIC XUMUYECKUE COCIUHEHMS.



[ Ipumepsl pepMeHTOIATHIA

(heHnnanaHuH

/ ® (EeHWIKETOHY pUSI

TUPO3UH

aHB6I/IHI/I3M \@ TUIIOTHUPEO3

THpOKCI/IH

TI/IPOSI/IHOS

MCHaHHH T'OMOI'€HTHU3NHOBAasA
KHCJIOTa

I\ *
AJIKanToHypus

|| MaJICwjianucrar ||

* IlepBoe omucaHHOE HACEACTBEHHOE
HapylieHre oOMeHa BemecTB (Apundansa ['appon

M TaK jJayee
B Hauasie XX BeKa)



Online Mendelian Inheritance in Man®

baza JaHHBIX O TI'€HHBIX JIOKycax, (hEHOTHUIAX
(BKJIFOYAsl ~ HACJICACTBCHHBIE  3a00JICBaHMS),
pasBuBaeMas B  YHuBepcurere ko  Ha
XonkuHca (CIIA).

Kaxgoin cratbe B kinaccudpukamuu OMIM
[IPUCBAUBACTCA YHUKAJIbHBIA  IIECTU3HAYHBIN
HOMEp, MEepBas IUdpa KOTOPOTr0 YKAa3bIBaCT Ha
CITOCOO HaCJIeIOBAHUA.



1 - (100000 - ...) — ayTOCOMHOJJOMHHAHTHBIN THII HACIICTOBAHHS.
2 — (200000 - ...) — ayToCOMHOpEIIECCHBHOE HACICAOBAHHE

3 — (300000 — ...) — mokycel M (DCHOTHIBI, CBS3aHHBIE C X
XPOMOCOMOM.
4 — (400000 - ...) — nokycel U (PEHOTHUIIBI, CBSI3aHHEBIE C Y
XPOMOCOMOM.
5 — (500000 - ..) — mokKycel W (PCHOTHUIIBI, CBS3aHHBIC C

MHUTOXOHIPHATBLHBIM (IIUTOILIA3MaTHYECKUM ) HACIICAOBAHUEM.
6 — (600000 — ...)— ayTocOMHOE HACJICIOBAaHHCE.



Annenu (ajlyIeIbHBIC BapHMaHThl) F'eHa 0003HAYa0TCS
[I€CTU3HAYHBIM HOMEPOM OCHOBHOM CTaThM (CTaThs I'€HA), 3a
KOTOPBIM CJEAYET YEThIPEX3HAUYHBIA HOMEp, 0003HAYaIOIIH
TaHHBIM ajuieab. Hampumep, ajienbHbIe BApUAHTHI (MyTallUH )
JIO0KYyca, Kogupytoiiero oopasosanue pakropa IX cBEpThiBaHMS
KpOBHU (IIpUBOAsIIME K reModuanu B), nMeroT 0003HaueHUs OT

306900.0001 mo 306900.0101 (306900 — 0603HaYECHHE CAMOTO
JOKyca).

3BE3m0uKa (*) mepes HoMEpoM JIOKyca Wi (DEHOTHUIIA O3HAYAET, YTO
CII0CO0 HacJjeI0BaHus JJIs JaHHOTO JIOKyca Wid (heHOTUIA JIOKa3aH
(IO MHEHHIO aBTOPOB M PeAaKTOPOB). OTCYTCTBUE 3BE3NOUKH
03HA4aeT, 4YTO CIIOCO0 HacJIeJ0OBaHUS OKOHYATEIbHO HE YCTaHOBJICH.
CuMBoOI # TIepe]] CTaThEN 03HAYACT, UTO JTaHHBIA (PEHOTUIT MOXKET
OBITH BBI3BaH MyTalluei KaKuM J100 U3 ABYX (Ha3BaHHBIX ) WIIU
0oJiee IeHOB.



PaccmorpuM nmogpoOHEe 0OMEH
(beHMIIaJTaHMHA U PA3BUTHE

¢enunkeronypun (AR)
OMIM 261600 u 261630



DeHUIKETOHYPUSA

Y
KJIaccmueckas taia |

Ommucana A. Folling, 1934
98%

AR,

12923.2;

rex PAN
(heHUTATAaHUHTUIPOKCUIIA3BI

(henunananuH-4-MOHOOKCUT€HA3HI)

> 600 myTanmit

Jleunrcs nueroun
ODKCHEPUMEHTAJIbHAS TEPAMHS

\
Oxrppames d i th, 1974 1|
~ 2%
AR,
4p15.3;
red QDPR
CHUHTE3a Ko(akTopa
(heHUTATAHUHTUIPOKCUIA3Bl  —
TETparuaApoOnONTEpUHA
He neuntcs nueron
L-DOPA ¢ kapouodoi,
5- OKCUTpUNTO(PaH

» 3aMecTHTeabHAs (peHmranannanuasoit (PAL) — pacTuTenbHEIN
(bepMeHT, npeBpallariui (heHuIaJIaHuH B O€3BpEIHbIC

METa0OINUTHI,

» TEHOTEepaIus Ha OCHOBE BBEJCHUS B OPTaHM3M BHPYCHOI'O BEKTOPA,
COJICPIKAIIEro TeH (PeHUIIATaHUHT UAPOKCHUIIA3HI.



DeHUIKETOHYPUSA

Y
arununuHaa — tuam 11
Onwucana, |. Smith, 1974

< 1%

AR

022.3-23.3

reH PTPS

6- MUPYBOMITETPATHAPONITCPUHCUHTA3I
CUHTE3UPYIOIIEH  TeTparuaApoOHMONTEepUH U3
OUTUAPOHEONTEpUH Tpudochara

He neuntca nueroun

[IprunHOM BCceX (hOpM SIBJISIFOTCSI TAHJIEMHBIE IIOBTOPHI, JTUOO
NOTUMOP(U3M JJTUHBI PECTPUKIITMOHHBIX (DPparMeHTOB



JleTn ¢ poXKIACHUS TOKHBI COOIIOIATh
CIICIHAJIbHYIO JUETY C OTPAHMYCHUEM 10
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HeoHaTaibHBIN CKPUHUHT —
«IPOCEUBAHUE» BCEX MIIAJCHIIEB HA
HaJIMYUe OMOXUMUYECKUX Je(hEKTOB




B HacTosilee BpeMs AeTed TECTUPYIOT HA BHISBIICHUE:
(peHUJIKETOHYPUH,

MYKOBHUCIIM/1034,

BPOKIACHHOI'0 THNIOTHPE03a, A/IPEHOT¢HUTAJIBHOI0
CHHAPOMA U TaJIaKTO3eMHUM

[Ipu BBIOOpPE 3a00JicBaHMK JUISI HEOHATAJIBLHOTO CKPHUHHUHTIA, B
COOTBETCTBHMHM C pekoMeHaanusaMu BO3, y4uTBIBAIWCh TaKHE
(bakTOphl, KaK TSDKECTb IIPOSIBICHUS 3a00JE€BaHUM, YacToTa
pacIpoCTpaHEHUs JaHHBIX 3a00J€BaHUM, a TaKXke IPOCTOTa M
JOCTOBEPHOCTh NMPUMEHSIEMBIX METOJOB JUArHOCTUKH, HaJIMYHUE
AOCTYIHBIX U 3(P(OEKTUBHBIX CPEACTB JICUCHHS.



[ lomyJIAIIMOHHO-CTaTUCTUYECKU M
METOJ TCHETUKHU

e VM3zy4yaeT u cpaBHUBAET HOMYJIALIAM JIFOJEH.

 OcHOBaH Ha 3akoHe Xapau-BalinoOepra



3aKO0H I'€eHETUYECKOU CTAaOUIILHOCTHU
IOITYJIALNU

e CdopmynuponaH B 1908 rogy He3aBUCMMO aHTJIHHCKUM
MaremMatukoM [. Xapayu W HEeMEUuKuM BpadyoM B.
BaiinOoeprow.

e 3aKOH  YTBEpXKIAE€T, YTO  €CIHM  YHCJICHHOCTH
NaHMHUKTHYCCKOMN (cBOOOIHO CKPCILMBAIOIICHCS )
NONYJISIIMA BEJIWKA, B HEHW OTCYTCTBYIOT MYTAlIWH,
MHUIpalys U 0TOOp (MO M3y4aeMOMY I'€HY), TO YaCTOTEI
reHotunoB AA, Aa W aa B NOONYJSILIUH OCTarTCS
OJWHAKOBBIMH M3 MOKOJICHUS B IIOKOJICHHE:

p“(AA): 2pq (Aa): g*(aa),
rine A 1 a — anineny ayToCOMHOTO I'€Ha,
P — 4JacroTa anjiens
A, Q — 4JacToTa anjiens a.




Codspu Xapoog XAPIH
{(Godfrey Harold Hardy), 1877-1947

Anrimfickil satesaTuk, pogtics B Kpawin, rpadeipo
Cvppeil. oo siamesiarmky B KesGpiugsexgos B Oxe-
popickos viuseperrere. [lowanvil, cavvio SOLImy i
WOEHCCTHOCTL  Napy IHee e corMecTHRe pador ¢
HILIHHCKHM MaTeMaTHkoM-Cavoyukoil Cpamsaca Pasia-
v eanos (T8RT-19200, koropuiil paloTar sCepros o
Magpace, B 1913 ro/ov Pasaiy pead nocian Xapid cii-
COK  JOKEHIY WM Teopesl.  [Iperamn  renirisioeT.
KMION0 KICPia, Xap uperimcHn ero b KesGpior, Hn
TCYSHHE HCCKOLKHY JICT, NpeunecTionanimy  Gempe-
sctiitoi exvepin Pasianny oeaim, o oy (VIMKOBLIH e
[ (UTECTHITHY CORMECTIY patoT,

Bivinreasy BAHHBEPT

| Wilhelm Weinberg), 1862-14937
[ Tenaermkatt npart, Haiehirmit oo acTHvVRY IIPaKTHEY
n [Mmvrmapre. o poctoMMumimns™y  conpesvcHMKON,
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OTKIIOHEHHUSI OT paBHOBecus Xapau-BaiHOepra
CBUJICTEILCTBYET O JCHCTBUM Ha IOMYJISIHIO
OJHOTO WJIH HECKOJILKHUX (DAKTOPOB:

e OTOOpa
e MyTanun

e Jlpetia TeHOB (HEHANpaBICHHOC W3MCHCHUE
JacTOT  aJJICIbHBIX  BApHAHTOB T'C€HOB B
IOIYJISIIINK,  OOYCIIOBJICHHOE  CIy4YaWHBIMH
CTaTUCTUYCCKUMH IPUUIMHAMH )

 Murpauuu

e 30omsammn



OnbiT Cbhloana PanTta 6611 NnpocT: B Npo6bMpPKM C KOPMOM OH nocagun rno aBse
caMKu 1 No ABa camua Myx gpo3odus, reTepo3uroTHbIX rno reHy A (reHotun Aa).
KoHueHTpauus HopmarnbHoro (A) n myTaunoHHoro (a) annenen coctasuna 50 %.
Uepes3 HeCKOSbKO MOKONIEHMIN OKa3anocCh, YTO B HEKOTOPbLIX NOMynAumMax

BCe 0COOM CTariv roMO3UroTHbLIMM NO MyTaHTHOMY annerto (aa),

B ApPYyrux nonynsauusax oH 6bin BoBce yTpadeH (AA),

yacTb Nonynsauumn cogeprkana Kak HopmManbHbIW, TaK U MyTaHTHbIU annenb.
HecmoTpsa Ha CHUXEHME XKU3HECNOCOBHOCTN MYTaHTHLIX 0coben u,
cnepoBaTtenbHo, BONMPEKU ECTECTBEHHOMY OTBOPY, B HEKOTOPbIX
NONYNSAUNAX MYTaHTHbIA annesnb MNOMMHOCTbIO BbITECHU HOPMarbHbIN.

OTO N eCTb pesynbTaT cry4anHoro npolecca — opetgha 2eHos.

S

P: Aax Aa

B mManeHbKUX Nonynsaumax 4Yactota MyTaHTHOro annens MeHsieTcsl ObICTPO U
Crly4auMHbIM OOpa3om



YacToTa HEKOTOPBIX ayTOCOMHO-PEIECCUBHBIX
3a00JICBAaHHUM B €BPOIECHCKON MONYJISIIIUN

3aboneBaHune OonbHbIE HOCUTENU
doeHUNKYTOHYPUS 1:10 000 1:50
MYKOBMUCLMNOO03 1:2000 1:22
remoxpomartos 1:400 1:10




IHonyJassuuu OTJIHYAOTCH 10 YACTOTE
BCTPEYaAeMOCTH MYTallul T€HOB

JTHUYECKAs rPynIa

Amuiim craporo oopsiaa
(ITencuiibBanus)

Kyna (Can buac),
Nupeiine (ITanama)
Nupeiines Xonu (Apu3oHa)

Nupenne! [Iuma (roro-3aman
CHIA) ®unHBI

DckuMochl FOmuk

3a00JicBaHHE

XOHAPOIKTOAECPMANIbHASL ~ AUCIUIA3Us;  CHUHAPOM
Onnuca-Ban-KpeBenba; XPAIIEBO-BOJIOCIHAS
TUITOTLIA3HUS

ANBOMHU3M

ANBOMHU3M

CaxapHblii JuadeT Tuna 2

Bpoxn€HHas xjnopuaHas auapes;
aCIapTWITITIOKa3aMUHY U, BPOXKIEHHBIM
HE(PPOTUUECKUN CUHIAPOM; HAHU3M MYIUOpes

BpO}KI[éHHaH TruiepIiriasyus HaJI104C4YHNKOB

Adpukaneps! (FOxnas Adppuka)lléctpas nophupust; CI'; TUNOUIHBIN TPOTEUHO3;

EBpen amkenasu

Kapaumsl octpoBa PykbsiH
(Anonus)
Kputsine, cap iuHIIbI

xopes | eHTUHTTOHA; pyOlleBaHUE TKaHU

boiesur Teg-Cakca;, 0osie3np lole; BereraruBHas
TUCTOHUA, 00Jie3Hb KanaBaHa

bone3ns Bepanura-I'odmana
ATpodust MBI CIMHHOTO MO3Ta p-Tanaccemust



MeToa reHeTUK COMaTU4YECKUX

KJICTOK
e KiieTKM BBIpAIIMBAIOT B KYJIbTYPE.

* JTHUM METOJOM yAAJIOCh KAPTUPOBATH I'€HBI
YeJIOBEKA.

e MeTtoa cBOeOOpa3eH:

CINAHHUC
AHeyIuionHas

KJICTKa MBbIIITH

['uOpuHas KieTka
(CUHKapHuOH)




B xone kieTouHbIX
ACJICHUN B TMOPUIHOM
KJIETKE YTPAYUBAIOTCS
BCE XPOMOCOMBI
YEJIOBEKA, KPOME OJHOU
(Hanpumep, Ne 17)

[loceB Ha CENIEKTUBHYIO CPENY, BBLKUTh HA
KOTOPOU MOXXHO TOJIBKO, €CJIN €CTh

ONPEACIICHHBIA YEJIOBEUECKUM T€H (HaIpuMeEp,
reH A)

o O
- O

KneTku BEDKMIIM, 3HAYUT I'€H A JIC)KUT B
xpomocome 17/

DTO OJIMH U3 METON0B KAPTUPOBAHUS I'C€HOB




OCHOBHEIE METOIBI COCTABJICHUS
FCHETHYCCKHUX (XPOMOCOMHBIX ))KapT

* Ha oCHOBE CKpelIMBaHUU —
(rMOpHUIO0JIOTHYECKUI METOT) — Y0 KPOCCOBEPHBIX
IIOTOMKOB — MOpraauja (CeHTHUMOPIraH)

 Ha ocHOBE pOgOCIOBHBIX
e MeTrogaMy Fr€HETUKM COMAaTHUYECKUX KIIETOK

e Metomom JIHK 30H10B (pparmentoB JIHK ¢ uzBectHOM
MOCJIEI0BATEIbHOCTHIO)

¢ MGTOI[&MI/I CCKBCHHUPOBAHHNC I'CHOMA

Mopranua — OTHOCUTEIBHOE (T€HETUUYECKOE) PACCTOSTHUE MEXKTY TEHAMU, ONPEACIISIEMOE
4acToTOU KpoccuHroBepa. OgHa M. cOOTBETCTBYET YacTOTe KpoccuHroBepa B 1%.
['eHeTHUECKOE pacCTOSHUE, BhIpakaeMoe B M., mpuOInMAKEHHO OTpaxaeT pealibHOE PU3NIECKOE
paccTosiHUE MEXAY F€eHaMH, HO YMCIIO TTap HYKJICOTUI0B, Tpuxoasiuxcs Ha 1 M., MoxeT ObITh
Pa3IUYHBIM.



OnbiTel Moprana no cuernJieHur0 y aposopuinbi. Paccrossnue
resoB B u V — 17 mopranupa
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http://bibl.tikva.ru/base/B1774/img/B1774p113-1.jpg

IIpasuiao Moprana

I'eHbl, J1I0KA/IM30BaHHBIEC B OHOH XpOMOCOME, HACIEAYIOTCH,
CUEIJIeHO, IPHYEeM CHJIa CHEIVIEHUH 3aBHCHT OT PacCTOSHUS
MEeKAYy reHaMM.



PooocrnoBHas, NnokasbiBatoLwasa cuenreHmne
reHa cMHOpoma «Hortrem-HagkoneHHUKa» np
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| Bbin kpoccuHroep [ o YacToTe KpoccuHroBepa onpeaenuimn pacctosaHue
— MeXxay aTMMu reHamu B xpomocome 1,5%



KaprupoBanue FISH-meTomom

dnyopecieHTHas
METKa JTHK- Y4acTok
T, 30H XPOMOCOMBI,
KOMILIEMEHTAPHBIN
30HY

— G

MeTtadazHbie XpOMOCOMBI C
METKOU



http://upload.wikimedia.org/wikipedia/commons/d/dc/Bcrablmet.jpg

JIHK nmuarHocTrka BbIIBISIET T€HHbIE MYTAlIUU

* IIOATBEPKIAIOIIAs, PO MOJ03PEHUM HA OOJIC3Hb

* IIPECUMIITOMATHYECKasl, 1O IPOSBICHUS 00JIE3HU

* HOCHUTEJIBLCTBA, IS BBIABICHUS I€TEPO3ZUTOTHBIX HOCUTEIICH
e IIpeHaTajbHas - JOPOJOBal.

e [IpyUHIMIIMATIBHO PA3JIMYAIOT MPAMYI0 U KOcCBeHHYI0 JJHK
AWArHOCTUKY MOHOT'E€HHBIX HACJICACTBEHHBIX OOJIC3HEM.

~

IIpsimasi, Korjia reH 1 €ro

KocBenHast — 1o TeCHO

CLHCIIJICHHOMY MApKce —
MYyTallkun XOPOIIO B J PXEDY

N3BCCTHBI

PSZIOM JIEKAIEMY YYaCTKY
JIHK




HexoTtoprie TEpMUHBI, UCIIOIb3YIOMIUECS

npu aHanuse JIHK

KiionupoBanue — BBIACIICHUE T'€HA U €T0

Pa3MHOKEHHE B COCTABE XPOMOCOMBI OAKTEpHH, (hara

WJIN 11JIa3MHUIbI

CEKBEHUPOBAHME — OIIPEICTICHUE
IoCaea0BarelibHOCTH yyacTka JJHK

\

IlomuMepasHas nermHas peaknus, 1 — METOJ

ITOJIYHUYCHUA OOJIBIIIOTO YK CJIa KOIMUHI ydqaCTKa ,

HK

['eHHas MaKTUIOCKOIINS — BBISIBICHUE MEJIKHUX
Bapuaiuu B ctpoenuu JJHK




STARTING MATERIALS DNA Nucleotides:
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IIpeHaranbpHas (10poa0OBas) AMAarHOCTHKA

/

HeunBasuBHag —

Y3, kpoBb Marepu

N

HNuBasuBHag

HCHOHBB}’CT JJISL UCCIICJOBAHUA TKAHU
1044 UJIN 3apOAbIIICBbIX 000JI0UEK

M crnonp3yeT HUTOreHETUYECKUE,
onoxumuueckue, JIHK meTob!

Pazanuaror:
[IpeauMIIIaHTalMOHHYO JIMAarHOCTHUKY

buoricuio xoproHa (B3sSTUE BOPCUH
XOPHOHA);

Kopnouenres (B3sTe MyTTOBUHHOMN
KPOBH);

AMHUOLIEHTE3 (B3STHE OKOJIOILJIOIHOU
KHUIKOCTH);

[LnaneHTamnenTe3 (TKaH! IUIAlEHTHI);

buoncuio TkaHeln mioja (Harmpumep,
KOXKH)



A\ WnpKy ana Guoncuu

YnbTpassyKosas - deTocKonA = BOPCHH XOpHOKA
JIMATHOCTHKA \°
| ) TPancabnoMuHans bl
AMHHOLWTH A aMHMOLEHTES

Kopgouenrtes ok

AMHHOTHYECKEA NONOCTH
Tpancuepemxansbi [ g
[ =5 -'_._,___}

MeT0/ Guoncuu S Bopcuryarsli xopuoH
BOPCHH XOPHOHA
[lynoyHbIi KawaTuk
Karerep

Bnaranuiug

[LleiKa maTkw Mpaman kuwka




buoncua xopmoHa Ha 8 — 10
Heoene bepeMeHHOCTH

BopcuH4aTein .,
XOPHMOH '
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Tpodobnacr

BHekneTouHaa detonnaueHTapHas

AHK NGS/MPGS
MLUP B pexume MaccuBHoe
peanbHOro napannenbHoe
BPEMEHMU reHOMHOEe
CeKBEHMpOBaHUe

Pesyc HuarHocTuka Onpepenenune CKpWUHUHT

reHOTUNMPOBaHMeE MOHOreHHbIX 3aboneBaHui nona nnoga Ha Tpucommmn 21,18,13

Source: F. Gary Cunningham, Kenneth J. Leveno, Steven L. Bloom, Catherine . Spong, Jodi 5. Dashe,
Barbara L. Hoffman, Brian M. Casey, Jeanne 5. Sheffield: Wilkams Obstetiics, 25th Edition
Copyright @ MeGraw-Hill Education. Al rights reserved.

ITocTostHHOE OOHOBIIEHHE BOPCHHYATOI'O TpO(1)06JIaCTa BBITECHSCT allIONTOTHUYCCKUMN

Marcpuall B MATCPUHCKYIO HUPKYJIALINIO C BBIACICHUCM OECKIIETOYHOM (bCTOHH&H@HTapHOﬁ
JIHK (3% ot o6mieit 6ecknerounoit nupkynupyronieit JIHK Ha panaux cpokax 0epeMeHHOCTH,
YBCIINYUBACTCA 10O 6% Ha IMMO3AHUX CPOKaxX 6€p€M€HHOCTI/I). CI)GTOHHaHeHTapHaSI BHCKJICTOUYHAas
JIHK oTnnyaeTcst OT Mar€puHCKOM, TEM YTO UMEET 3HAYUTEIbHO MEHBIIIME Pa3MEPbI — OKOJIO
200 I1ap HYKJICOTHOOB [Vossaert L., Wang Q., Salman R., et al. Reliable detection of subchromosomal deletions and duplications using cell-based
noninvasive prenatal testing. Prenat Diagn. 2018;38(13):1069-1078. ]



Y IbTPa3BYKOBOE UCCJICIOBAHMUE




[IpeaummraHTaliMOHHAs JUArHOCTUKA

[Ipy 3KcTpakopriopaibHOM
OILJIOJIOTBOPEHUU  OepyTCs
OjacToMEpbl Ha  CTaauu
MOpYJIBI W H3y4YaroTca [0
MMILJTAHTAIMH 3apObIIIa
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