Tema: MeToabl U3y4yeHUA
HacreaCcTBeHHOCTU YerioBeka




I'EHETHKA YEJIOBEKA - AHTPOIIOI'EHETHKA

Hizyuaem:
¢ 3aKOHOMCPHOCTH HACJICAOBAHUA N U3MCHYMUBOCTH

MIPU3HAKOB Y JIIOJIeH( B TOM YHUCJIE MTAaTOJIOTHYECKHX )

* (axTophl, BIUAIOIINE HA pACIPEIACIICHUE

TC€HOB B YEJIOBCUECCKHUX ITOMYJISIIMSAX,

* CBS3M MEXJy T€HAMH ¥ ONPEJICICHHBIMU BUAaMHU

[1aTOJIOTMHM YeJIoBeKa (IIpodieMa reHETUYECKUX MapKEPOB).

* BKJIaJ T€HETUYECKHUX U HET€HETUUECKHUX (DaKTOPOB B
POLECCHl MHAWBHUIYAJIbHOIO PA3BUTHA U KU3HEACATEIBHOCTH

yejaoBeKa (BKIIHOYAsh WHTEIUIEKT, COLMaOMIBHOCTh, TPYHOBas
TESITEIILHOCTD ),

* IIYTH COBEPIICHCTBOBAHUS I'€HOAUArHOCTHKH, T'€HOTEpAlluu U
reHONPO(UIAKTUKH.



Ocooennocmiu cerHemuKu
Ye108CKA:

® HEBO3MOXKHOCTh SKCIIEPUMEHTAIBHOI'O
CKpPEIIMBAHUA

e MCJICHHAsA CMCHA MOKOJICHUU

* MAJIOE€ KOJIMYECTBO MMOTOMKOB B KaXXKJIOU

CEMBE
*CJI0KHBIM KAPUOTHUII ¥ OOJIBIIIOE YHUCIIO

TPy CLECTICHUSA



* Jadaueil MeOUUUHCKOU 2eHemMUKU
AGACMCA BblAB/ICHUE U

I/ZZZOQ_ZEMJZCZKI’I/ZMKCZ HACIEe0CMBEHHbLX

O0JIe3Hel.



MeOouko-reHeTU4YecKoe
KOHCYNbLTUPOBaHMe

MI'K- aTo BMA
cneymanmsnpoBaHHOU
NOMOLL HACENEHUIO,
HanpaBfieHHOWN Ha
npeaynpexageHne rnosiBNneHnsd
B CEMbeE OETEN C
HacneacTBeHHOU
naTosIormen.

[lepBasa B mupe MI'K 6bina
opraHm3doBaHa B [leTporpage
C.H. laBngeHkoBbIM B 1929r
OH chopmynmpoBan
NOHATME O reTEPOreHHOCTU
HacneacTBEHHbIX DOMe3HEN

[MocTaBun BONpoc o
Cco34aHun Katanora reHoB
YyenoBeka

Cepreun HukonaeBuv
NaBugeHkoB



vieaQuKo-reHetmnueckoe
g | bTUPOBAHUE

Llenb: npodhunakTuka
HacneaocTBeHHOWU
NnaTosiormnu, CHUXKeHue
reHeTUYeCKoro rpysaB
yenoBeyYeCKou
nonynsuuu

JTanbl padoThI:
1. YTOYHeHue AnarHosa

2. [NlporHo3 noromcTBa

3. NMMpuHATHE NpaBUNbLHOIO
peweHUus B OTHOLLEHUN
AeTopoXAeHUs



MeToAabl reHeTUKU YernoBekKa

OunarHocTn4yeckKkue
< 5
MNpenBaputensH TOUYHbLI
0 ®eHoTunnyeckmn 1) buoxmmmyeckue
aHanus 2) LlutoreHetmnyeckue
0 [HDepmartornudouka (XpOMOCOMHbIV
0 KnunHuko- aHanums):
reHeanorm4yecknin —onpeaeneHune
NosfioBOro
XpomMaTunHa
—KapuoTtunmposaHu
e
—FISH

3) MonekynsapHo-
reHermnyeckue (dHK-
OnarHocTtuka)

A MneusTanLuAaaqa

Hayu4Hbl

1) KnnHuKo-
reHeanormn4yec
KUW

2) [mbpmnansauyms
COMaTUYECKMX
KNeToK

2) bnnsHeuoBbIN

3) NonynaumoHHo-

CTaTUCTUYECKNI

4) MeTton

MOOEeNMpPoBaHn
S

5) MonekynsapHo-

reHeTu4yeckue



MeTtoAa cpeHOTUNMNYECKOro aHanusa

- BblaBneHue y nauueHTa manbix
aHomanumn pas3sutua (MAP) -
N3MEHEHNE CTPOEHUS opraHa 6e3
HapyLeHna PyHKLNU

AHanusupyemcsi:

« Popma 1 pacnonoxeHne yLIHOW
PaKOBUHbI

dopma 1 pacrnonoxeHue rnas
PacnonoxeHune 3yboB
[1nnHa wewn

Hwn3kuin pocT BOoc Ha Lee CTpoeHme nanbuUes N 1.40.

Ecnu nayueHm umeem 7-8 MAP u
6os1ee, Mo MOXXHO 3arnoodo3pumab
HacsiedcmeeHHYr namoJsio2utro



Manblie aHoManuu pa3BuUTuUA
(MAP)

TenekaHT- MukporHaTus
YBENUHEHHOE (HegopasBUTUE HMKHEN
paccTossHne Mmexay YesiCTH)

rnasamu Husko

NOCa)KeHHble
yLLIW



Manble aHoOManum pa3BUTUA NPy CUHAPOME
15qg+

Hwu3ko nocaxeHHble yuiu SAMUKaHT, NJ10CKaA CrnMHKa

rnmybOKO NocaXXeHHble Hoca

rfasa
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BcnomoraTtenbHble
(NpenoBapuTenbHbie) METOAbI)

2. DepmaTornuduka

13yyeHne KOXXHOro y3opa Ha nanbuax, agoHAX U

cTonax
I3MeHeHMe y30pOB MOXXET CBUAETENBCTBOBATL O
XPOMOCOMHbIX aHOMarmsix

BbliaenatoT Tpu pasgena gepmMaTtorfinukm:
Hdakmunockonus usy4eHue y30poe8 Ha
nooywe4kax nasbuyee
lManbMockonusi —u3y4yeHue y30p068 Ha JTa0OHSIX

flnaHmockonus - usy4eHue y30poe8 Ha cmornax



CTpoeHne Koxu

Cocouxu ‘ TakTunbHLIA
SRl e Pguentop

! 3nuaepMuc

Koka COCTOUT 13 OBYX CINOEB:
anudepmuca u depMbl

« Jlepma obpasyeT COCouKM,

KOTOpble BOalOTCS B CIou
annaepmmca. AnmaepmMmuc c
TOYHOCTbLIO KOMUPYET pernbed
COCOYKOBOIO CI104 AepMbl,
obpasy4a nMHun B BUAE
BalIMKOOOpa3HbIX BbICTYIOB,
pasgeneHHbIX bopo3gkamu
(manmnndapHble NUHUN).
[TanunnapHbie y30pbl
reHETUYECKN ODYCNOBIIEHDI,
dopmmpyroTca B ambpuoreHese
N HE U3MEHZAIOTCA B TeYeHune
XN3HU

ObycrioBreHbl BETBIEHNEM
HEPBHbIX BOSTOKOH



[lakTunockonus

* [ManbueBble y30pbl MHOMBUAYaANbHbI Y KaXX0ro
YyenoBeKka W UCMNoNb3yHTCA ANd naeHTudnKaumm
NTMYHOCTU




[lakTunockonus

 MeToa npeanoXxeH
dpeHcucom
'aribmoHoOM B
1892r (bpuTtaHckun
aHTPOMNOSOr U
OBOOPOAHbIV OpaT
Y.[lapBuHa)




Tunbl y30poB

MNetnsa (L)
60-65%
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3aButok (W)

30-35%




NakTnnockonus

Kpome Tuna y3opa onpegensietcs epebHeebil c4em — KONUYeCTBO
NMMHUW OT LieHTpa y3opa 40 Tpupaguyca (aenbTthbl)
Tpupagnyc —MecTo, rge CXoasaTca TP pasHOHanpaBfeHHbIX ToKa

NNHWI
[etna mmeor nAnuy nancry 33BUTOK — ABE, Ayra —He uMeer
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NManbmockonus

» Oceeou (rnad0oHHbIU)
mpupaduyc

* AtD-yron.

« Hopma - 35° - 45° (52°).




[TanbMockonna

e 57°-81°-cuHpgpom [layHa

e 74 -108° - cuHpowm llaTay

* 66°—CUHOPOM
LLlepelueBckoro-TepHepa

e 42°—CUHOPOM
KnanHdenstepa

trisomie 13
trisomie 18—
trisomie 8—

trisomie 9p :
normaal — \



lManbmockonus

 OnpepensaloT crubatenbHble CKrnagku B HopMme nx
Tpu

 Mpu cuHgpome [layHa ABe (Non~=~" "=~ =~ =~
CKnapgka)

OGe3bsAHbSA NMUHKUA (Nnonepe4vyHan
JNINHUA)



ToYyHble MeToabl

[eHHble XpPOMOCOMHbIe
bone3Hn bone3Hun
1) buoxumunyeckue LinToreHeTnyeckue Metoab!:
MeToAbl —JKcnpecc MeTo
2) MonekynspHo- onpeneneHnsa NonoBoro
reHeTn4YeCcKum XpomMaTunHa
(AHK-gnarHoctuka nnu —KapunotunmupoBaHume
CeKkBeHnpoBaHue) —FISH (dpntoopecueHTHagqa
rmépmnansaums in situ)
MoneKkynsipHo-
reHeTn4yeckue

—CGH (cpaBHuUTenbHas
reHoMHasi rmnopuamsaums)



MeToabl AMArHOCTUKU N'eHHbIX

Ooone3Heun 1.6umoxummnyeckne metoabl

 Ucnosnib3yromcsi 0sis1 Qua2HOCMUKU 2eHHbIX
Mymauuu

* AHanu3upyromcsi KJiemo4yHble 3KcmpaKkmabl
lpoeodsimcsi Ha ypoeHe HK, PHK u 6ernkoe



KayecTBeHHble peaKkuun

3
LAY IT

* VcnonbaytoTca angd

ONarHOCTUKU MHOIUX
doepmeHTonatum (PKY,
arnkanToHypwus,
LMCTUHYPUS,
ranakro3emMmus)

B KpoBu 1 Mo4e
BbIABNAKOTCSA
cneundunyveckmne
NpoAayKTbl OOMeHa.
Hanpumep, npu
dOEeHUNKETOHYPUN B MOYeE
obOHapyxuBaeTcs
doeHunlBK ¢ nomoLbto
xnopwvaa xeneaa (lll).
[losgBnaeTca seneHoe
oKpawumBaHue.
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KonnyecTBeHHble DMOXMUYeCcKmne

A + AUSTIN (1.68)
S + FUKUYAMA (1.73)
A + J-ANATOLIA (1.75)

| A+ N-BALTIMORE (1.70)
A J-MEXICO (1.76)
A + FANNIN-LUBBOCK (1.75)
AS + J-TORONTO (1.94)

AFSC

A+ J-OXFORD (1.60)
AFSC

| A+J-BANGKOK (2.02)

. ¥ A+J-MEERUT (1.88)
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AnekTpocoperpamma
remorrnoomMHoB

MeToAbl
AnakTpodoopes

* Vcnonbayetca ans

pasfeneHna cmeceu (
KIMEeTOYHbIX 3KCTPAKTOB) Ha
KOMMOHEHTHI

OcCHOBaH Ha pa3nn4Hou
CKOPOCTU ABMXKEHUS YacTuL, B
9IEKTPNYECKOM Morsie.

CKOpOCTb 3aBUCUT OT MaccChbl
MOJSIEKYIbI, €€ 3apsiga n ap.
XapakTePUCTUK

C nomoLubto anekTpodgopesa

BbISIBNIEHO OKOro 100 BMaoB
remornoouHa



- e Alb
Bl nermodope:

. J KneTo4yHble 3KCTpaKThbI
T 5 3 E ¥ HaHocATCs Ha cneumanbHyo
Sample wells in gel reﬂeO6pa3Hy|'0 Cpe,El,y

Gel slab \  Cloth wick « Bknro4daloT anekTpuyeckoe

\

Clectioyts § ‘ rore v BblaepXnsaroT
c onpeneneHHoe BpeMs.

| YacTnubl pasnnyHbix 6enkos

o 5 OBUraloTCA C pasnnyHoun
CKOPOCTbLHIO U nocne
OTKIMHYEHUA TOKA
OCTaHaBMNBAIOTCA B
Pa3nNMYHbIX MecTax

« JnekTpodoperpammy
«NPOSABASAT» C MOMOLLbIO
cneunanbHOW OKpacKn Unu
depMeHTaTUBHbIX peaKuun.




MonekynsapHo-reHeTU4eckue
MeToAbl

NMonumopdun3m ANH PeCTPUKLUOHHbIX oparMeHTOB
(NAP®)

Restriction fragment length polymorphism (RFLP)
« OT0 cnocob nccneposanna AHK nytem ee

pa3pes3aHna ¢ NOMOLLbI SHOOHYKNeas u
OanbHeNLWero aHanmsa pasMmepoB
obpasyoLmxcsa doparMeHTOB C MOMOLL IO
aneKkTpodopesa



Jnektpodopes

a

,'

Power
Supply
{80 — 120V)

(BC)

‘ffertipogopes makxe ucnonb3yemcs e QHK duazHocmuke. CHayana JHK
3Kcmpaaupyemcsi u3 Ksiemok, 3amem obpabambieaemcsi pecmpukmasamul.
lpu amom [JHK pa3pe3aemcs Ha hpacMeHmMbI 8 crieyuguyecKux caumax.
Hanee npoeodumcs NP, 3amem ¢ghpacmeHmMbI pa30esisiromcsi ¢ NOMOUW|bHo

anekmpoghopesa.

0 min
0 DNA Sample
Plastic Tray é Loading
A
Cathode
I I I B .
Electrical
Fieid (E)
Application of Anode Separated
Electrical Field DNA
Fragments

DNA sample in gel loading buffer

e DNA Separation

t= 30 - 45 min

DNA Marker
Samples DNA

— |

e UV Transillumination

& Documentation




MUpP

(nonumepasHas uenHas peakums)

* AckyccmeeHHas

pennukayus HK,
noseoJisirowasi
g e | =Soi: | ygeuyueamb ee Maccy
NNANNNNANNLS™ Jo Konudecmaea,

\VaVaVaVaVaVaVts
Heobxoo0umo20 oSt

Taq polymerase aHaﬂu3a.

* [1LIP nosBonseTr Hantn u
naeHTudounumMpoBaTh B
nccrnegyemMom
vaTepuarne OHK ntoboro
opraHu3ma




MLUP

« Cam npuHUMn mMetoaa
LenHoW nonmmepasHou
peakumu (INMLP) 6bin
pa3pabdoTtaH B 1983r. Kapwu
Mtonnucom.

* Kappu Monnuc B 1993 .
y>Xe Oblf1 yOOCTOEH B
obracTn XmumMmu
HobeneBckown npemMun.

Kappu Monnuc
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CekBeHUpoBaHue

o [lanee HyknneomuoHasi
nocrnedoeamesnibHocmb [JHK
oripedersisiemcsi ¢ NIOMOUW,bHO
ceKkeeHuUpoeaHUusi

* [MlonyyeHHas nocrnedoeamesibHOCMb
cpasHuUsaemcs ¢ HopMaJibHbIM 2eHOM

e MoeTnn naanahntTau O Caureannnma R 10771

C AT CGTAA Wavelength | Hucleotide
Red T
Blue c
Black G
Electropherogram






I11o/10BOM XpOMATHH

* —9mo HeOObULOC OUCKOBUOHOE meble
(menvue bappa), unmencueno
OKpauwiuesarouieecs 2eMamoKCuIiUHOM U
Opy2UMU OCHOBGHBIMU KPACUMENAMU.

* oOHapyscusaomces 6 unmepPaznHvix
A0PaAxX MIAEKORUMAOWUX U UeN06eKa
HENnoCpeoCcCmeeHHO No0 A0ePHOU
Memopanoiu.

* 00pa3oBaHO B HOPME OJIHOM U3 JIBYX
MIOJIOBBIX XPOMOCOM I'OMOTaMETIIOrO ToJIa.
OTa XpoMocoMa CIIUpain30BaHa 1
BCJICJICTBHE ITOTO HEAKTHUBHA.

* Ilpu Hanuuum OonblIEeTO YncHa X-
XPOMOCOM TAKOW MHAKTUBAIAU
IOJIBEPTarOTCs BCE, KPOME OTHOU X-
XPOMOCOMBI, MOATOMY KOJI-BO Tejien bappa
HA CIMHUILY MEHBIIIE YHUCJIa X-XPOMOCOM U
CIY>KUT JAArHOCTUYECKAM IPU3HAKOM




Slegussdd  xpomamun

fonoboie xpomocombt

Ompuuamenswsd | Honaxumenswsi| Monowumenswsdl Honomumenshised | Tnanebag
¢ NAHCOM £ MUHYLOM MOo3auxa

g~
XY, XQ XX XXX X~ X8/ XXX
XY XXXY XY/XXXY

OnpenenieHue MoJI0BOr0 XpoMaTHHA HAIILIO MPUMEHEHHE B CyJIeOHONM MEAUIIUHE,
KoTJia TpeOyeTcs Mo MATHAM KPOBHU YCTAHOBUTH MOJIOBYIO TPUHAIIC)KHOCTD, MPU
aHAJIM3E. KOTJa HaJ0 YCTAHOBUTh, MY>KUMHE WJIH KEHIINHE MPUHAICKUT
HalICHHasl 4acTh TPYIIa, JIaKe CIYCTS JOBOJIBLHO OOJBIION CPOK MOCIIE CMEPTH.
Ilpu mpancnaanmayuu mraneii mebye noa06020 XPOMAMUHA MOIHCEM
CIIYHCUMDB C6OCOOPA3HOU MEMKOU (ec/iu 00OHOP U peuunueHm pa3Hvlx noJioe).
Ananusz oaem 603M0HCHOCHb NPOCAEOUMb NPUIHCUBTICHUE UTIU PACCACbIBAHUE
mpancnianmama.



OnpeaeneHne nonoBoro XxpomaTtuHa

e vam

 CTeknsaHHOW
nano4ykoun oenaeTcs
COCKOD C BHYTPEHHEN
NOBEPXHOCTU LLEKMN

e [oTOBUTCA MA30K Ha
npegMeTHOM CTeKne

* [lpenapar
OKpaLUnBaEeTCH




KapuoTunupoBaHue

N3yyaeTca kapuoTtun Ha ctagmm metadasbl
MUTO3a.
1. MaTtepuan : genswmecs KneTkn B KyneType
oJlumeboyumsi nepughbepuudeckol Kposu
(1-2M11 BEHO3HOU Kpo8sU
e KocmHbIU MO32
e OMbpuUOHarbHbIe MKaHU
e XOpUOH
e Knemku amHUomu4yeckou >xuokocmu




KapuoTtununpoBaHue

2. [loceB Ha nuTaTenbHY cpeny C
MUTOMEHOM
(bumozemaz2/1roMUHUH)

3. KynsTnBMpyroT 2-3 CYTOK

4.0cTaHaBnuBaloT gerneHune, gobaensas
KOJIXUUYUH 3a 2-3 4yaca 00
OKOHYaHUSs KyibmusupoeaHusi
(moeblwaemcss Mumomu4eckuu
UHOeKc)

5.06paboTka rMnoTOHNYECKUM
pacTtBopoM KCI (pa3pyLuaetcs
saaepHas obonoyka, XxpoOMOCOMBbI
OTOENsATCS APYr OT Apyra

6.PurKcaLnsa cMecbto 3TaHOMa N YKCYCHOW
KUCINOTbI

7.UeHTpudyrnposaHue
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KapuoTtunmnpoBaHue

8. 0OTOBAT MUKponpenapar,
OKpallunBaloT ero

9.HaxonaT KneTkn Ha ctagun
MeTadasbl (MeTadasHas
nnacTuHKa)

10.9doTorpaupytoTt

11.CocTaBnsaroT
Kapuorpammy u
aHanu3npyroT ee



META®A3HBIE IINIACTUHKHN XPOMOCOM YEJIOBEKA
CnnowHoe (pyTUHHOE) OKpalunBaHue
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Yeeanuenue 10x10 Yeeanuenue 10x100

Bo3MoKHA TOJIBLKO rpynnoBasi HICHTU(PUKALUA XPOMOCOM
Ucnoan3yercs 11 OPpUEHTUPOBOYHOIO ONPEACICHUS
YHUCJIOBBIX AHOMAJIUH



HOMEHKJIATYPA XPOMOCOM YEJIOBEKA

* JlenBepckas koH(pepenuusa (1960 r.) — npepiokeHa cucreMa ONMCaAHUA
XPOMOCOM

Jlonaonckas koHdepeHuusa (1963 r.) — opuuuaIbLHO BBEACHO pa3iejieHUue
xpoMocoM Ha 7 mopdoaorndeckux rpynn (A,B,C,D,E,F,G),y4nTtbiBas pasmepsbl
N MOJNIOXKEeHUe LeHTPOMEpb

VR TR

K» xx M xx ms xx
M M M XX M\ AR

16 17
XX XX KAAA  AA XX
19 20 21 el 23



I'pynna XpoMoOCOMBI

A 1-3
B 4,5
C 6-12.X
D 13-15
E 16-18
F 19,20
G 21,22,
Y

Onucanue

BoJbline, MeTalleHTPUYECKUE, PABHOILICYHE
boJsbine, cyomMeraneHTpuYecKue, Imjieumn
CUJIbHO OTJIMYIOTCHA 10 pa3Mepy

CpenHero pasmepa; cyOMeTaleHTPUYEeCKHUE

CpenHero pa3mepa; aKkpomeHTPpU4YECKHE, CO
CyTHUKAMM

Masenbkue; 16 xpomocoMa - MeTalleHTPYeCKas,
xpomocombl 17 u 18 - cyOMeTaneHTprUYecKue
MaJieHbKHe; MeTalleHTPUYEeCKUe

MaJieHbKHE; aKPOLEHTPUYEeCKHeE, CO
CIIYTHUKAMHU
MaJieHbKasi; aKpOUEHTPUYECKAsl, 0e3 CIYTHUKOB

AyTOCOMBI HYyMEPYHOTCH OT 00JIbIIMX K MEHbIIMM, KPpOMe XpOMOCOMBI 21, koTopast

MEHbIIIe YeM XpomMocoma 22,



OunddepeHumnanbHOe oKpaLunBaHue
XpOMOCOM

GTG-oKpacka

- MemoOblI ebisiesIssrowue

rnornepeyHyr
uc4yep4yeHHOCMb
XpPOMOCOM (YepedoesaHue
ceemJibiX U meMHbIX
rnosioc), cneyuguyHyro

OJ1s1 KaxXooU XpOMOCOMBbI

1968 . — T. Kacnepcon (T. Caspersson)
NPUMEHUJ JJIsl McciieIoBaHusl MeTa(ha3HbIX
XxpomocoMm MeTo aupdepeHuuanabHon Q-
OKpacKu

1971 . — M. Iperc (M.Drets) u M. Hlay
(M.Shaw) ucnoab3zoBaiau GTG-meron
nu¢PpepeHuATBHOA OKPACKU XPOMOCOM



* V MexKAYHAPOAHBIN KOHIPECC 10 TeHETHKE
yejaoBeka (Mexuko, 1972 r.) — nosiBjieHue NePBOi

ohuIMAJIBbHOM HOMEHKJIATYPbI XPOMOCOM
yeJsioBeka - «An International System for Human

Cytogenetic Nomenclature» (ISCN, 1978)

ISCN

1995

Lr letermatoomal Sy vicmw lor
| lumreae ¢ viogenciw
N osmenc st are ( 1995

IS CN:;

An International System for
Human Cytogenetic Nomenclature (2009)

Editors

Lisa G.Shaffer
Mariiyn L.Slovak
Lynda J. Campbell

%




XPOMOCOMHBIE BOHJIbI (BANDS)

b3HO - yyacmok xpomMocomMbI, omsuYarowuucsi om
coceOHUX Mo UHMeHCUBHOCMU OKpackKu, rnpu
ucrnosib308aHUU coomeemcmeayru,e2o Memooa
dugppepeHyuasibHO20 OKpalWusaHUsl.

L ¢ MonekynapHou OCHOBOWM

X i Yoy, ; i i

3« i o l 5\ anddepeHLmnanbLHoOro
i¥ l\ i ! \ OKpallMBaHUA
L : R : l’ J A XPOMOCOM fIBNSieTCA
. p !12 7 ! ’ HYKNeOTUAHbIA U

i Y 12 ¥ e 8 1, 6enKoBbLIN COCTaB U
a ! 5 'é !d ;3 : ; i i dyHKUMOHanbHas
s ) : LA B B opraHusauus

; o ! 5 2 . COOTBETCTBYHOLUNX

: { 1 ! 6% 18 M M 63HAaM y4acTKOB

13 14 -15 16 17 18 reHoma.

X TPy
)

1 ] 4 b 'R
2

0 21 22



LintTonornyeckune KapTtbl
XpOMOCOM

p - KOPOTKOE Nre4yo XpOMOCOMbI

q - ANUHHOeE nJnevyo

LleHTpOomMepa 0603Ha4YaeTcsa CUMBOJSIOM «cen»,
OAHaKoO A 0003Ha4YeHUA YacTU LeHTpoMepbl,
npunexalyeu K p-nrievyy ncrnosrib3yeTca CUMBOIJI
p10, @ 4HaCTU LEeHTPOMEpbI, NpUnexawmumn K q-
nrnevy - cumBon g10.

15

12-14

1M1
1"

12

13

 PanoH XpoOMOCOMHOro nre4ya, 6rmxauiinm K
LeHTpomepe, obo3HavaeTcsa uudpou 1,
criegyrowmm pamoH — uncppon 2 U T. A.

14-22

Bl N

8 * h-LleHTpoMepHbIN reTepoxpomaTuH
° S-CMNYTHUK

24

25 \ , * stk - CNYTHNYHbIE HUTHU




HomeHKknaTypa XpOMOCOMHbIX PalOHOB

°* mepBas Hudpa - HOMep
XpOMOCOMBI, B KOTOPOH
JIOKAJIU30BAaH TAHHbBIU

» U 0dH/I;
i * BTOPOIi CHUMBOJI (P WIH () -
3 IJIE40 XPOMOCOMBI;
- * TpPeTHU CUMBOJI — HOMEP
ﬂ ﬁ paioHa, B COCTaB KOTOPOIo
: -4 BXOIUT 0H/;
1 °* YeTBePTbIA CUMBOJ —
HOMep 07HIA B COCTaBe
panoHa.

1p31 - nepeviii 6310, noxanuzoeannviit ¢ mpenvem
paiione Kopomkoz2o naeua xpomocomut 1.



Yem HUXe ypoB8eHb crnupasiuzayuu XpoMOCOM, mem

6osibwe 6eHOo08. ebiIsissiiemcsi!

YT06bl YBENNYMTL paspeLlaloLLlyto CoCOOHOCTb METOAA, AerneHne
OCTaHaBMNMBalOT Ha cTaauu npomeTadasbl (B KynbTypy BHOCAT
MemampekKcam 3a HeCKOMNbKO 4acoB [0 dukcauunn)
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Buabl auddepeHUumanbHOro oKkpaimBaHust XpoMoCOM

QF Q- payopecueHTHOE OKpALLIMBAHME

QFQ | Q-¢payopecueHTHOE OKPAIIUBAHUE ¢ AKPUXUHOM
QFH | Q-dpayopecuentnoe okpamnuBanue ¢ Hoechst 33258
GT G-oxkpammuBanue ¢ kpacureaeM I'mm3sa (Giemsa)
GTG |G-okpamuBaHMe ¢ TPUIICMHOM M KpacurejeM I'mm3a
GTW | G-okpamuBaHMe ¢ TPUIICHHOM M KpacurejeMm Paira
(Wright)

GAG |G-okpamiuBaHue ¢ COJIIMUA YKCYCHOU KHUCJIOTHI U
kpacurejem ['umsa

CB C-okpamiuBaHue ¢ THAPOKCUAOM Oapus

CBG |C-oxkpamuBaHue ¢ THAPOKCHIOM 0apus M KpacurTejeM
I'um3a

RF R- ayopecuieHTHOE OKpallIUBaHUE

RFA R-¢duyopecueHTHOEC OKpalIUBAaHUE ¢ AKPUANHOM
OpPaHKeBbIM

RH R-okpamuBaHue NIpyu HarpeBaHUHU

RHG |R-oxkpammBaHue Npu HArpeBaHUM ¢ Kpacureaem I'mmsa




GTG —okpacka

-OKpawunBaHune C TPUNCUMHOM U KpacuTteriem 'Mm3a




G-banding

TEeMHbIEe NOSoChbl —
reTopoXpoMaTUHOBbLIE, MO3OHO
pennuuupytowmecs, doratole A-T,
CBETIble Norochbl —

9yXpOMaTUHOBbIE, paHO
pennuuupytowmecs , boratole I'-L

R-banding
-0bpaTHbIN G-banding
TeMHble y4YacTKn —
9YXPOMaTMHOBLIE, CBETIbIE
Y4aCTKM -
reTepoxpomMaTuHOBbIE




Q —okpacka (QFQ)

-(priyopecuUeHTHOE OKpallMBaHUE C
aKpUXMHOM. AHaArNOrM4YHO G-03HAOUHTY
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Fluorescent in situ hybridization - FISH

fluorescent in situ hybridization: (FISH) A technique used to identify
the presence of specific chromosomes or chromosomal regions
through hybridization (attachment) of fluorescently-labeled DNA
probes to denatured chromosomal DNA.

FISH detects small changes in the chromosome
structure (submicroscopic)
1. Deletions
2. Duplications
3. Translocations
Is applicable to interphase cells




Basic Methodology
Step 1. Preparation of probe.

| Fluorescent labeling
Probe =

. Segment of chromosomal DNA

* A probe is a fluorescently-labeled segment of DNA
complementary to a chromosomal region of
Interest.



Step 2. Hybridization.

Denatured chromosome Probe hybridizing to complementary DNA

Denatured chromosomes fixed on a microscope slide are
exposed to the fluorescently-labeled probe. Hybridization
(attachment) occurs between the probe and
complementary (i.e., matching) chromosomal DNA.



Labeling with

fuorescam dye o X
\ .\
-
» -
. \




davopecneHTHAA TMOpUAN3ANMSA In Situ

Fluorescent In Situ
Hybridisation

FISH - uurorenernuyeckmii
METO, KOTOPbIN

NPUMEHSIOT I JeTeKIUU U
onpeneJaeHus

MMOJIOKEHUS crenupuuecKon
nocjaenosarejbHocT J1THK Ha
MeTaga3HbIX XpPOMOCOMAX WU
B MHTep(da3HbIX IAPAaXx in situ




FISH

(dbnroopecueHTHaA rMbpuansaums in situ)
NMpuHUMN MeTOpA

ncnonb3ytot AHK-
30H/bl, KOTOPbIE
CBSA3bIBAOTCSH C
KOMNJIEMEHTAPHbIM
U MULLEHSMU B
obpasLe (xpomocome,
4pe Unm yyacTtke

; nrun
1)1, P > MVKpoumMna).

/1y

¥ _ o

neTeKLh\

CUrHana

B coctaB AHK-3oHAao0B BXxoaaT pparmeHTsbl AHK, MmeyeHHbIe
dorntoopoxpomamm



['ubpuauzanus in situ
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NHK-30HAbI:

Cneundunyeckmne ana mapkupoBaHus
onpeneneHHOro paoHa (YyHuUKarnbHble reHbl,
LLeHTPOMEPHbIe NN cyoTerioMmepHbIe
nocrieaoBaTesibHOCTH), Nnevya urnm Bceun
XPOMOCOMbI.

MapkepHble Ans BcexX TeJIOMepPHbIX ,
LLeHTPOMEPHbIX U
OpPaLLIKOOPraHM3YyOLWMX PAaNOHOB.

[eHOMHbIe, cneyundunYHbIe AnNs reHomMma
uHAMBUAA onpenerieHHoOro Buaa



x x n x xx Buab! 30HA0B Ans FISH

HOpMaA MOHOCOMHUA TPHUCOMMUA

0.0 @ Mk yyyy

CoanancupoBaHHast
(lenTpomMepocnenupuIHbIC 30H/bI) S —
HecOanancupoBanHas
TPaHCJIOKAIMS
FISH ¢ WCP JHK-
HOpMa neJenus TpUCOMMUS 30HAaMH
(MO THOXPOMOCOMHbBIE
30H/1bI)

FISH ¢ LS THK-30npamu
(moxyccnenududeckue 30H1bI)



[MpumeHeHue FISH B ULUTOreHeTUYEeCKOM aHanuse

Ona BbisBNeHNA aHeynnonauu ,
MO3auumn3ma n cBepUYUCIieHHbIX
XPOMOCOM MCNONb3YyHT 30HAbI,
cneundunyHble K LeHTpomepam CEP
(Chromosome Enuveration Probes)

[Ina BbIABNEeHNA MUKpoaeneuuu,
amnnudgpukaummn, uccnepoBaHus
CITOXXHbIX XPOMOCOMHbIX NepecTpPoeK U
AOMOJSTHUTESIbHbIX MAaPKEePHbIX XPOMOCOM
MCNONb3YIOT JIOKYC cneuudguieckme
30HAbI LS/ (Locus Specific Identification)



FISH-meTOn

!

[lpeHaTanbHaa wnu npegumMmnaHTayuoHHas
AnarHocTuka Hambonee 4acTbiX aHeynnonauu
(MHTepdga3Hasn FISH)

OunarHocTukKa CKpbITOro u/vsim HU3KO-ypoBHEBOro
Mo3auuu3ma no roHocomam (MHTepdasHag FISH)

[OunarHocTnka u3BecTHbIX MUKpoaeneLuoHHbIX
CUHOPOMOB

YTOUyHeHue uMToreHeTUu4ecKoro AMarHo3a
UpeHTndnkaumsa
CBEpPXYUCIEHHbIX MapKepPHbIX XPOMOCOM

OnarHocTuka CNOXHbIX KOMMJIEKCHbIX
XPOMOCOMHbIX abeppauun



OdunarHocTtuka tpucomumn 21 metoaom FISH
(MHTepda3Hasn)

Mo>KHO ncnonb3oBaThb
Heaendawmnecs KneTku,
Hanpumep, n3
aMHUOTUYECKOW
XMOKOCTU

3aHunmaeT 2-3 yaca



[leTekyuma XxpoMOCOMHON NePECTPONKN
metoaom FISH

dor(6)L6:29)
e

o

dor{20)t(5:20)

3eneHbIn curHan - Mmatepuman XpoOMOCOMbI 5, KpaCHbIW CUrHarn - matepuan
Xpomocombl 20. Obuiee okpalumBaHUe XpoOMOCOM Kpacutenem DAPI (CMHUIA
curHan).



OnpepeneHne Mukpoaeneumm npu CUHAPoOMax
Npapepa-Bunnu n AHrenbmMmaHa ¢ NOMOLLbHO JFIOKYC-
cneundunyeckmnx soHaoB (LS/)

Normal 15

on

del(15)

del(15)(q11.2-q13)



MHorouBeTHbIU FISH Ha 24 XpPOMOCOMbI

(M-FISH)

o [Insi CKPUHMHra NnepecTpPoekK B KapnoTune
NPUMEHSIIOT HAGOP NOSTHOXPOMOCOMHbIX
KOMOWHMPOBaAHHbLIX 30HAOB AJI BCEX XPOMOCOM

24-x uBeTHbIN FISH (M-FISH, SKY).

Aqua Green NIR*

> MetaSystems

24XCyte
Labelling Scheme

Multicolor
FISH Probe Kit
for Human Chromosomes

©CONOOOOD WN -

romosomes
23823
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MmuoronsetoBas FISH : B ki1eTke muM¢pOMBI 0OHAPYKESHBI JISTICIUS XPOMOCOMEI 1,
TpucoMus 3, HecOalaHcUpoBaHHAas TpaHcokanus (8;17), cbanancupoBaHHasd
Tpancaokanud (11;22), yrpata xpomocomsbl 17 u HecOamaHCHpPOBaHHAS
tpancaokanus (X;1). (C.K. Rocha et al., 20011)




CpaBHuUTenbHad reHoMHasa rudpumansauus
Comparative Genomic Hybridization CGH

* MeTopa cpaBHUTENBHOU FrEHOMHOW rMbpuan3aLmn
(Comparative Genomic Hybridization nnu CGH) -
MONneKynspHaa UMToreHeTudeckas TexHomnorus,
oObeauHMBLUAs CTaHOAPTHYIO
LMTOreHeTU4eCKyo MeToauky
KapunotunmupoBaHua u FISH-aHanus.
[1lpenmyllectBoMm Metoga CGH aBndeTca
BO3MOXHOCTbL NMpoBegeHnsa NofHOro aHanumsa
CTPYKTYPHbIX XPOMOCOMHbLIX aHOMarsnmm BCero
reHoma B npegenax 0gHOro aKCrnepuMeHTa.



CGH

* CGH ocHOBaHa Ha CpaBHEHUU TECTUPYEMOU U
KOHTpoNbHOM [1HK, Me4YeHHbLIX pasHbiMuK
donyopoxpomMmamu, KOTOpble CMELLMBAKOTCA B
COOTHOLIEHMN 1:1 U rndpnan3yoTcs Ha MeTadpasHbIX
XpOMOCOMax KapnoTunmyeckn 3gopoBOro Yeroseka.

3aTeM CHMMaEeTCH cepusi u3obpaxeHuin OgHOro 1 TOro e
nons 3peHusi C NCNonNb30BaHMEM PasHbIX PUNLTPOB
(Hanpumep, DAPI, FITC, TRITC).

[locrne npoBeaeHUa BblAeNeHmns XpoOMOCOM rnporpamma
aBTOMaTU4YECKN paCCYNTbIBAET 3HAYEHNE
donyopecLUEeHTHOro OTHOLLEHUA ANA KaXXO0W TOYKM
XPOMOCOMBI U, NCXOAS U3 MOSTyYEHHbIX AaHHbIX, CTPOUT
LBETOKOANPOBAHHOE n3obpaxeHne — PO n3obpaxeHue.



« Ha ©0 nsobpaxeHnr CUHUM LIBETOM OTMEYEHbI Y4aCTKN XPOMOCOM,
HEe MMeloLL e OTKITOHEHNIN OT HOPMbI, KpaCHbIM LIBETOM — y4aCTKU
XPOMOCOM, COOTBETCTBYIOLLNE AeNneLnsam, 3efieHbIM LIBETOM —
Yy4aCTKN XPOMOCOM, COOTBETCTBYOLLME aMnndukaLmsam.

XPOMOCOMHbIN agncbanaHc B uccrieqyemMmom obpasue oLeHmMBatoT Nno
pasHULUE B UHTEHCUBHOCTU (priyopecUeHUNM ABYX Pa3HbIX
doryopoxpomMoB CNOMOLLbIO BbIYUCIIEHNSA DNYOPECLEHTHOIO
oTHoweHusa (PO).
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[lpenmyllectBa CGH

He 3aBUCUT OT UICTOYHUKA UCCneayemMoro
Matepuana, U MOXeT ObITb YCNeLHO NPOBEAEH C
ManbiM KonunyectsoM Tectupyemon HK,
BKNtoYas apxXnBHbIK MaTepuarn.

NOo3BOJIAET MOJ1YHYUTb OETAJIbHYIO l/IHCpOpMaLI,VII-O O
noTepax nin yeserintd4eHnn 4icria KOmnuun
reHeTn4eckKoro martepuaria ro scemMmy reHomMy B
OAHOM 3KCNnepmnMeHTe.

HE 3aBUCUT OT NMpoueccCa KyJibTUBUPOBaAHNA
KINeTOK N CBA3adHHbIX C HUM apTeraKTOB.



CpaBHHUTeJbHAS TEeHOMHAsA THOPUAN3 AU
Ha Mukpouyumnax — array Comparative
Genomic Hybridization
(array —-CGH uim a-CGH)

N e 1-2: JHK nmamuenrta (onbiTHas) u JJHK
' 3/I0POBOI0 WHAUBHAYYMA
(KOHTPOJIbHASI) METATCH PA3JIUYHBIMHU
¢payopoxpomamu (Cy3 u CyS) u
HAHOCSATCSH HA MUKPOYMII
3: KonkypeHTHasi ruOpuan3anus
OonbITHON 1 KOHTpPOJabHOU JIHK ¢
JAHK-30H1aM1X HA MUKpoOYMIIE

4: HN3mepenue pryopecueHTHOIO
CUI'HAJIA (COOTHOILIEHHE

W 4. Array Scanning HHTEHCUBHOCTH (urypecueHunu
Cy3/CyS) ¢ ucnojb30BaHHEM
CKaHHepa IJI1 MUKPOYHMIIOB

5: AHaJu3 MOJyYeHHBIX JAHHBIX C

W M it HUCI0JIb30BAHUEM KOMIILIOTEPHOM
=L B [ [ [TT[L]]] 14 IPOrpaMMBbI M IOJy4YeHHe
. | rpaguueckoro u300pakeHus

Test DNA Reference DNA




array-CGH

0 B0O3MOKHOCTH OTHOBPEMEHHOM JeTeKIUU AHYIJIOUTUM, TeJIeI i,
AYIUVIMKAUHA M/ WA aMITAUKAUAU JTI000I0 JIOKYCa,
NpPeACTABJIEHHOI0 HA MUKPOYHUIIE
1 anamm3 array CGH >xBuBasienten 1000 FISH-anaau3zam!

[ MouHblii MHCTPYMEHT JeTeKINH CyOMHKPOCKOMMYECKHX
XPOMOCOMHBIX AHOMAJIMH Y MAUCHTOB € MIUONMATHYECKOMN
YMCTBEHHOMN 0TCTAJIOCTHI0 U MHOKE€CTBEHHBIMH
BPOKIEHHbIMH NOPOKAMM Pa3BUTHUA

0 O6GecneunBaer 0oJiee AeTaabHBI, ABTOMATH3MPOBAHHBINH 1 MeHee
CYObeKTHUBHBIN AaHAJIHU3 AHOMAJBbHOI0 KonyecTBa konuu JTHK 1o
CPABHEHUIO CO CTAHAAPTHHIM HUTOTCHETHYCCKUM UCCJIeI0BAHNEM

0 Mo:xkeT OBITH HCIIOJIB30BAH P HCCJIETOBAHUH APXHBHOIO
MaTepuaja U TKAHEH ¢ HeAeJIIUMUCH KJIeTKaMHU



I'IpeHaTaanaﬂ ANarHoOCTuMKa

T~

HenHBa3nBHbIE MeTOoAdbl HBa3nBHbIE MeTOAdbl
(6e3 onepaTtnBHOro BMeLLaTenbCTBa)

1) CKpUHUMHTI- onpeperneHune

CbIBOPOTOUHbIX 0 XopuoHoueHTes (10-12 Hen,.)

MapKepoB (5 Hedens u 0 AMHmoueHTes (15-17 Hep,.)
yepes 3 Hederiu) 0 KopooueHTes (20 Hepn,)

1. anb@a-dertonporenHa

(ADI),

2. XOPWOHMYECKOro
roHagoTponuHa (XI)

3. HEKOHBIrMpoBaHHOIo
actpuona (H3).

2) Y3U
|. 10-13 HeA.
U 92099 wen



BbnoxumMmmnyeckme mapkepbl BO BTOPOM
TPUMecCTpeE:

Mapkep AHeynnonauu

18+ 13+

AdIl ! N T l

Xr T W N i

H3 ! ! N !



Y3U

Hanbonbllee 3Ha4yeHne B npodomnakTmke
HacneacTBEHHbIX bone3Hen MeeT MeToA
yJ1bmpa3eyKkoeo20 CKaHUpoOB8aHus

nnoda(y3H) . MeTog no3Bonder

BbISIBUTb KakK BPOXOEHHbIE MOPOKU ,TakK U
dYHKUMOHaNbHOE COCTOSIHME Nioga v ero
NPOBU3OPHbIX OpraHoB (MNaueHTbl
NyNOBWHbI, 0O0MNOYEK).

Cpoku nposedeHusi Y3U: 10 -13, 20
22 u 30 -32 -s Hedesns
6epemeHHOCMU.

Y3U Takke MOXHO WMCNONb3oBaTb AN
BbISIBNEHUA 3a€pPXKu pocta aMbpuoHa
UNM nrnoga HadmHas c 6 -8-U Hedenu
6epemeHHOCMU.



Abnormal

The NT (fluid beneath the skin behind baby’s neck) is a small collection of
fluid that lies just under the skin at the back of the baby’s neck. This is

usually well visualized with ultrasound and is measured to the nearest
100" of a centimeter.




IToka3zanus K nposeaenuro Y3 nmiaona

1.BbisBNieHNE OTKNOHEHNN (MApPKEPOB NATOMOrMMN)UIN MOPOKOB
pas3BUTUSA Nroda B Xxoge npoceunsatollero Y3W.

2.HecooTBeTCTBUE pa3mepoB noaa CpoKy 6epeMeHHOCTH.

3.PoxaeHune npeabiaywero pebeHka ¢ BpOXXAEHHBbIMW NOPOKaMK
Pa3BUTUS.

4.Hanunume y XeHLWnHblI 6one3Hen NoBbILAaLWMX PUCK POXKOEHUS
pebEHKa C BpOXKAEHHBbIMM MOPOKaMN Pa3BUTUS.

5.Bo3gencteune TepatoreHHoOro goaktopa(pagunauyms, Xxmmmyeckme
doakTopsl) B nepBble 10 Heaenb bepeMeHHOCTW.

6.Hannune BpoXXAEHHbLIX MOPOKOB Pa3BUTUS Y KOro-nmbo mn3
cynpyros
fuano3oH pacrno3HagaemMbIX 3MuM MemoOoOM IMOPOKOE
eeJiuK




NH8a3UuBHbIe MemoObl

XopuoH- u * MPUMEHSIOTCS ANS
nnaueHmo6uorcus Nnony4eHn
TpaHcBaruHanbHasn H e6on bLLOIO
Buoncun BOPCUH XOPUOHA
KOonn4ecTBa BOPCUHOK
: | 3abop obpasua — ’.’/ nig‘.,:"‘ XOpMOHa I/IJ'II/I KyCOL‘IKOB
" - - nraueHTbl B nepunog ¢
: — 7-U no 16-r0 HedeJiro
bepeMeHHOCTW.
[Mpoueaypa
OCYLLIECTBNSIETCH
TpaHcabaoMUHarbHO

N1 TpaHcLepBUKarnbHO
noAd KOHTponem

Y3W.

MnauenTa

Kaverep & » A & i Mnoxa
‘ :



AMHUOLEHTEe3

AMHHOIIEHTE3 - 3a00p
OKOJIOTIJIOJTHOU YKUJIKOCTHU
Pannuu amnuouenmes
npoeooam na 12-15-u neoene
bepemennocmu.

AMHHOLICHTE3 JIENAI0T Yepe3
IEePEAHIO OPIONIHYIO CTEHKY
Marepu noa Kontposuem Y3U.
M3 aMHHMOTHUYECKOH ITOJIOCTH
M3BJIEKAOT 3-30 MJI. :KHJIKOCTH.




Amniocentesis performed at 15-17

weeks gestation
Diagnose > 100
disorders, cells
analyzed for

N chromosomal and
gene disorders

Removal of about 20
ml of amniotic fluid
containing suspended
cells that were
sloughed off from the
fetus

Biochemical analysis of
the amniotic fluid after

the fetal cells are — Centrifugation
separated out

i ‘ Fetal cells are
Analysis of fetal cells to , WY
determine sex “ & @9 removed from
the solution

Cells are grown
e in an incubator

Karyotype analysis



KopooueHmes
* J)TO B3ATHUE KPOBH U3 IIYIIOBHHBI.

* npoeooam c 20-i nedenu dDepemeHHoCmu.

a » %
WnpuMy S ——er

Mnoa
XOPUOH




[lpeanmnnaHTayoHHas
ONarHoCcTuKa

* [1pn
9KCTpaKopnopansHO
M OMNNOAOTBOPEHUN
bepyTca
bnacTtomepsbl Ha
cTagmn Mopynbl 1
N3y4yarTcs o
MMnaHTaunm
3apoblLla




HeoHaTaJdbHBIM CKPUHUHI — «IIPOCEUBAHUE) BCEX
MJIAJICHIICB HAa HAJIM4YKUE OMOXMMUYECKUX JI€(PEKTOB

Y HOBOPOXAEHHbIX Ha 3-5 AeHb bepeTca KpoBb U3
NATKWU, HAHOCUTCSA Ha cneunanbHbI BnaHK U
otnpasngaetca B MK



HeoHaTtanbHbIN CKPUHUHT

-l A

B Poccuu nposoguTcs
Ha 5 3aborneBaHuni:

PeHUNKeTOHYpUA
[[anakTo3emus
MykoBucungos
BpoxXaeHHbIN
r’MNOTUPEOD3

AQpeHoreHnTarnbHbI
CUHOPOM



[[eHeanornyeckuun meton
- OCHOBAaH Ha npocsiexusaHuu
Kako20-71ubo HopmasibHO20 usnu

rnamoJsio2u4yecKoz20 rpu3sHakKa e psidy
NMOKoJs1IeHUU

C YKa 1

®
1O o O
v S5 O "YuK




MeTon no3Bonger:

1. Ycmanoeums xapaxmep npusnaxa: HAc1e0CmMEeH bl
uiu Hem

2.0npedenemov mun HAC1€006AHUA

3.0npeoenumsb neHempaHmHoCms 2eHad

4. Boiagumsb cpynnol cuenieHus 2eHoe

5. H3yuumov uHmeHcuHOCMb MYMAUUOHHO20 npouecca,
6. Pacuuughpoeams mexanuzmol 63aumoO0eiucmeusl 2eH06;
7. Baccuumamov npozrno3z nomomcmea

npu MEOUKO-2EHEMUUECKOM KOHCy/ibmupoeanuu



ITAIIbI PABOTbLI

1.Coop ceeoenuu 0o cembe

2.1 pajpuueckoe cocmaesnenue
POOOCI0BHOI

3.1 eneanocuueckuu ananus

4.3aK1r0ouenue



CocTaBneHue poaocyIOBHOU

Ucnonb3yemMblie CUMBOIDI

O — XCHIUHHA O'v - — BHeOpaynan
3aoponme ' Cax3b
O 0 O- ot
~ npobGara d—b ~— MOHOIHIOTHHC
Gosaneum

— MYXMHHA

¢
HEHIDECTCH w JMINTOTHMC
| Gananeuw
— BRI
~ BecrroaMuit

Gpax

* . . — GonsHue
— MCPTROPOXACHHMA
—O o @ ~— [CTCPOIMTOTHAR HOCK-

TEALHHIA PEUCCCHBMOTD
rexHa B X-xpoMocome

‘ — MEIUKHCKHA

= KPOBHOPOACTREHMMA I O! ~ o obcacao-
Gpax BAHHLIC

-O- 2;:;09!«1.1“ Z + @ — yMepumwe

Puc. 3.3. CHMBONM, HCBOALIYEMBIC ITPH COCTABICHHK POAOCAOBHOM

Jluyo,
pOOOCII08HYIO
Komopoz2o
Heobxooumo
cocmasumeb
Ha3bleaemcs
npobaHdom

bpaTtba n
cecTpbl
npobaHoa
Ha3blearomcsi
cubcamu.




Tunbl HacneaoBaHUA

/\

AyTOCOMHOE:
1. OOMUHaHMmMHoe MutoxoHapuanbsH
2. peueccusHoe oe

CuenneHHoe C NOoJIoOM:
peueccusHoe cuerisieHHoe ¢ X
OoMUuHaHmMHoe cuyerirnieHHoe ¢ X

cuerifieHHoe c Y
(2ornaHoOpomyeckoe)
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AYTOCOMHO - AOMUHAHTHOE

Mpumepobl:
NANOAKTUNNA U
AP.

Muonus
axoHaponnasus
rMnepToHUs

L.Ilpu3znak ecmpevaemcs
8 Kaxc0oM NOKOJIeHUU

2.Y oonvnozo pevenka
O00UH U3 pooumeiei
mooice 00.1eH

3.CoomHnouienue oeeouek
U MAJIBYUKOB OOUHAKOBOE

4.Bepoamnocmo
POAHCOEHUA DOSITBHO20
peoenka 50%



AYTOCOMHO- peueccusHoe

O

O

La)

[
OO eUm

NMpumepsbl:

(peHUNKeTOHYpUs
rafiaktTozemus
anbbuHU3IM

oo o

g

O O 0o

91

N

OMHOCUMENbHO HEeDOoIbUoe
YUC/10 00JIbHBIX 8
POOOCNIOBHOU

Hanuyue 00abHbIX (IO
2opuzonmanuy (boneom
cubcovl — pooHwle,
06010POOHDbIE)

pooumeinu 601bHO20 pebeHKd
yauie henomunuuecku
300p06bl

Oba noaa nopasxicaromcs
00UHAKOBO

Yawe scmpeuaromcesa npu
KPOBHO-POOCHBEHHBIX
opaxax

8EPOSAMHOCHb POHCOCHUA

001bHO20 pebenka
cocmaessiem 25%



CuenneHHoe ¢ X AOMUHAHTHOeE

Mpumepsl:  |1vrypyer

* BUTaMUHOYCTONYMBbLIU PaxXuUT 2y TOCOMHO-

° rmnonnasuvga amanu 3yoos NOMWUHAHTHBIA TYN

I !"Q Ho!Y BonbHoro
MY>KYMHbI BCE CbIHOBbS

I ‘ 30POBbI, @ BCE
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CuenneHHoe ¢ X peueccusHoe

* MMpusHak vyawe
nposiBnfaeTca y
MY>XCKOro nona

e Hukorpga He
nepepaeTcs OoT oTUA K
CbIHY

II

III

IV

npumMmepbl:
remochunus
AanbTOHU3M
Mblille4yHaa gaucTpodpus
OroLeHa



Albert [} (®) |Victoria (1819-1901)

Empress Edward  Alice @_ IJ_-I Helena 6 Iﬁ‘ Leopold Beatri
Victoria Vil of Hesse —D Princess Duke of catrice

Christian Albany
Kaiser George Princess  Frederick (Alexandra) Alice Victoria Leopold Maurice
Wilhelm IV Irene Alix Tsarina of Athlone Eugenie

Nikolas Il (wife of Alfonso XIII)



CuenneHHoe ¢ Y ronaHapuveckoe

e [lpu3HaK BCTpe4yaeTCs TONbKO Y
MY>KCKOro norsna
* [llepepaeTtcs oT oTUa K CbIHY

gk
5 ok or b
ST

Puc. IX.16. PonocioBHas ¢ Y-cueruieHHsIM (roJlaHApUYECKHUM) TUITOM
HacaeI0BaHUs Npu3Haka (OBOJIOCCHHE CpeiHei (halaHTH NajiblLes)



MuTtoxoHapuansHoe HacneposaHue

Mitochondrial
O6ycnoBneHo reHamMmu, fIoKanmM3oBaHHbIMU

Unaff d Aff Aff d Unaff d
Aol ,:t;‘:, rei B MUTOXOHApWarnbHOM reHoOMe
N3BecTHO okono 30 3abonesaHun
(cunapom lNupcona, CuHapom MELAS)

L [lepenatoTcs Nno MaTtepPUHCKON NMIUHUN, T.K.
cnepmMaTto3ounbl He cogepxaT
() LMTOMNNa3sMsbl.

L )‘KeHLLI,I/IHa nepenaet 3aboneBaHne BCcemM
CBOUM AeTAM

0 100 )
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bnun3sHeuoBbLIN MeTO

OJINH 13 Hambojee paHHUX
METOJIOB U3yUYCHUS TEHETHUKU
yeJI0BEKa.

ObLI npeaioxkeH B 1876 rony
@D. [ anemonom.
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brnn3Heubl

/\

MOHO3UTIrOTHbIE -

Pa3BUBAIOTCA U3 OJTHOM 3UTOTHI,
nmeroT 100% oanmHakoBbBIN T€HOTHUII
(OIMHAKOBYIO IPyINYy KPOBH, MOJI,
PUCYHKH KOXHU U T. 1.), 100%
NPUKMBAEMOCTh TPAHCIIJIAHTAHTA.

NN3NroTHble-

Pa3BUBAIOTCS W3 Pa3HBIX 3UTOT U
MOXOXKHM KakK poJHble OpaTbsi U
cécTphl, 2/3 o00mero KoiauyecTBa

JIBOE




OOPMUWPOBAHHWE bJAMU3IHEIOB

ON3NroTHbIE MOHO3UIOTHbIE



deHomun = fTeHoMun +
cpeoda

¢ BJIMS’HBEOBblI:i Memoo UCNOIb3VeMmCAH

1 OLICHKHW CTETICHU BIIMSTHUS
HACJIEICTBEHHOCTH U CPEJIbl HA PA3BUTHE
IpU3HAKA.



JTanbl bNM3HeuoBoro Metoaa:

moa00Op nap 0JM3HEOB OTHOIO M0JIA C
HHTEPeCYINUM NPU3HAKOM

onpenejeHrue 3urOTHOCTH OJIM3HEI0B

onpeneaenue % cxoacrsa (K) B rpynmax MoHO- H
AN3UTOTHBLIX OJIM3HEIIOB.

Pacuer ko3(ppunmeHTa HACJIEACTBEHHOCTH

H _ I<M13 - K]IB
= 100% - Ky




KOHKOPAAHTHOCTb

¢ | ° KonkopaaHTHOCTL  —
| - ¥ A P .
. HAJIMYME  OpU3HAKaA Yy
&7 e
\Vh gl | : o0oux OJIM3HEIIOB
> A (BeIpaxkaeTcs B % OT
o011er0 KOJIMYECTBA
M3y4aEMbIX nap)
Huckopoanmuocmo -

OTCYTCTBHE IpPHU3HAKA ¥
OJTHOTO U3 OJIM3HEIIOB .




Tabnuua KOHKOPOaHTHOCTMW

[Toka3aTenun KOHKOPOAHTHOCTU
y 6nn3HeuoB

MOHO3UroTHbIE [n3unroTHble
onn3Heubl Onn3Heubl
CaxapHbin gnaber 65 18
anunencusa 67 3
PaclwennHa Heba 33 5
PeBmaTn3m 47 17
Kopb 98 94

TybepKkyrnes 67 23



Tabnuua gnckopaaHTHOCTU

BeposiTHOCTbL NOSABNEHUsA pasnminn,%

MOHO3UroTHbIE [NN3nroTHble
onu3Heubl onu3Heubl
LiBeT rnas 0,5 72
dopma yuien 2,0 80
LiIBeT Bosioc 3,0 77
LIBET KOXW 0,0 55
dopma Bosioc 0,0 21

dopma ryb 0,0 35



e[1pn H = 1 npnaHak NONHOCTLIO ONpeaenaeTcs
HacnegCcTBeHHbLIM KOMMOHEHTOM

e[1pn H = 0 npnsHak onpegenaeTca BNMaHMEM cpeabl
e[1pn H = 6nn3kKknun K 0,5 NpnsHak onpeaensaeTcy
NpUMepPHO OANHAKOBbLIM BNUAHMEM HaAcNeACTBEHHOCTU U
cpenbl Ha popmMupoBaHMe Npmu3Haka

E — KOodpULMEHT cpeasl,

E=100-H



Paccuet ko3 puimeHTa HacJICACTBEHHOCTH JIJISI CaXapHOTO
nuaoeTa

65% - 18%
100% - 18%

H =0,57

E — KOodhpUnUMeHT cpeasl,
E=100-H






