


3. MeToAHu reHer!
4. KapioTun AIOIHHH
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MOCOMH AIOAHHH, IX CTPYKTYpPHO-

yBaHHSI, pPO3po0Ase mMeTOAH
OTr€eHETHKH 3ac'rocosyro'rbcﬂi-_' K.
AHD AIOAHHH. .

opranisailiro,
XpOMOCOMHOTI'0O aHaAi3y. [JJOCATHEE
AASL AiarHOCTHKH XPO ‘

[TonyaauminHa TIeHOTNE cAizxye . r€HETHYHY ]
AIOZICBKHX TONMYASILifi, 9ACTOTY aAeAeH OKPEMHX IeHiB (HOPMAAE
IIaTOAOTIiYHHX) V NOMYASIIiSIX AloZeli, IPOTHO3YE i OILiHIOE€ reHeTHYHI
HAaCAiZKH 3a0pyaHEHHSI AOBKIiAASI, BIIAHB AHTPOIIOT€HHHX 4YHHHHKIB
cepeaoBHIIA Ha 0ioAOridHi mpoliecH, LIO0 IEepebiraroTs y AIOACBKHX
nonyasauiax (MyramifiHuii mpomec). Ili AocaimKeHHsT MO3BOASTIOTH
IIPOrHO3yBaTH dYaCTOTy MAE€AKHX CHaAKOBHX 3aXBOPIOBaHb -
IIOKOAIHHSAX i MAAHYBaTH NpodiraKTHUYHI 3aX0aH. W—
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peaai3amii r M& reHa Ao O3HaKH. 3a JOMOMOTO:
cioxiMiuHHX

(momoaorosoi) aniaruHo

Po3poOka cHcTeMH 3a3

paaiamii — oHe 3 OCHOBHHX 3aBAaHb PALIiAIiHHOI TEHETHE

IMyHOAOriYHA reHED (iMmyHOreHeTHKa) BHBYAa€ TI€HETHYHY
OOYyMOBAEHiIiCTh iIMYHOAOTrITYHHX O3HAaK OpPraHiaMy, iMyHHHX peakKIlii.

DPapMaKOAOTIYHA I'E€HETHKA (papMakoreHeTHKa) MAOCAILKYyE
reHeTHYHY OOYMOBACHICTH peakKIili OKpeMHX Alozell Ha Aika #
3aco0H Ta Zil0 ocTaHHiIX Ha CIaZAKOBHH amapar. SN
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06‘? TiB TreHEeTHKH, AIOAHHA -
)0’€KT IreHEeTHYHOro  aHaaisy.

DHH COII1AaABHOTO
CTaHOBHTH

3aKOHH OpraHiu
Ii6puaosoriayHui "ﬁﬁ
eKCIIepHMEHTAABHHX CXPE

EKCIlepHMEHTaAbHI IIAIOOM OAA AIOOHHH HeMoOXAuBi. Ie
eKCIIepHMEHTH Ha AMOASX 3a00poHeHi. ICHYIOTH H iHuIi ocoGAu.Boch,
SIKi CTBOPIOIOTH TPYZAHOINLi IIPH BUBYEHHi CHAaAKOBOCTi i MiHAWBOCTI
AIOOHHH. & é
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Hi 3 HHX TaKi:

Imi3Hi# CTPOK CTATEBOro MO3piBaHHA
: *

. MOBiABHA 3MiHa noﬁ?
AIOZHHH, IK 06‘€¢KTa CIOCT
AOCAIZHHKA. _

5. MaAa YHCEABHICTE HAIIAAKIB;

——

6. HEMOXKAHBICTE CTBOPEHHS OJIHAKOBHX YMOB JAS PO3BHTKY HAaIaAKiB
BiZ pi3HHX IIAXOOIB Ta yMOB, iKi CyBOPO KOHT]P OAIOIOTECS;

7. HeAOCTAaTHS TOYHICTE peecTpallil CHaZKOBHX O3HAK Ta HEBEAHKI
pomoBoOaH;

8. CKAaAHHH KapioTHII, AKHH BKAIOYa€ 46 xpomocoM (24 rpymnH 34eIAeHHS
— 22 nmapu aytTocom, X-, Y-xpomocomH). [IAna NMOPiBHAHHA — y Apo3odiau 8
XPpOMOCOM (4 rpyIIH 3YEIIACHHS).

9. AIOAHHiI BAACTHBHH 3HAYHHH I€HOTHIIOBHH IoAimopdism, 1o, nmopsan 3
Pi3HHMH EKOAOTiYHHMH i COLiaABHHMH YMOBaMH, OOyMOBAIOE BHCOKY
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sIKi BHKOPHCTOBYIOTECSI B
: . '

—~TreHeaAOTiMHHH;

— ITHTOI'€HECTHYE

— OAM3HIOKOBHH;
— HONMYASAILLiHHHH; -
— METOL C TEeH;

— OioximMmiuHi MeTOOH; t

N

-T€HEeTH4YHi MeTOoAH.

— MOAEKYASIP
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S) npu po3mH(POBILL ME

6) IpH MEeAHKO-TreHETHYHOMY KOHCYAbBTYBaHHI.

AHi3MiB B3acMOZii reHis;

IF'eHeaAOTriYHHH Mm nmepenodadae TaKi eTamu
OOCAIMXKEHHSI: 30HpaHHA MOaHHX IIPpO BCiXx poaHUiB
0o0CTeXyBaHOTrO, CKAaZlaHHA POAOBOAY, aHaAi3 pomoBoAy Ta ‘_‘
BHCHOBKH. | ey

™

-y




BCTAHOBHTH XPOMOCOM
BHABHTH aHoOMaAail

3a0apBA€HHSA XPOMOCOM \
AIOAHHH 3a3BHYaH BHKOPHCTOBYIOTHh ACHKOIHMTH NnepudepiHHOL KPORBI.

JOo IHTOreHEeTHYHHX METOZAIB HaAekKaThb aHaAlI3 KapioTHHNy i
riopuau3saiis cCOMaTHYHHX KAITHH.

IIHTOAOTiYHHH KOHTPOAB 3aCTOCOBYIOTH INPH AiarHOCTHII paALy
CIIaAKOBHX 3aXBOPIOBaHb, SIKi NMOB’A3aHi 3 ABHIIAMH aHEYyIAOiAili Ta
Pi3HHMH XPOMOCOMHHMH abepauisamMu.
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‘Bél{BI—IIOKOBHff'I [ COM TeXKeHH GAM3HIOKOBHX map 3 METOIO
BH3HaYEH “pcmi CIIaXKOBOC" epenoBHINIA Y PO3BHTKY O3HaK. BiH
BHKOpHCTOB}(eTBCSI AT BHABACHHA YIIEH CIIaAKOBOi OOyMOBAEHOCTI
O3HAaK, fAKi .uocm;xym'rr.ca. SIBHIILE eM6p10H11 BiZOMO Yy A€sKHX
TBapuH. BoHo xapaKTEepH3yETh: e o I LeKIABKOX imeHTE
OOHOSIHLIIEBHX OAH3HIOKIE )MO3HIQ THE _" fOHO3HTOTHHX) OA KiB.
Ilopan 3 TaKHMH Monosnro'rrh{mn ICHS‘;I-OTI: pisHOsHUEBiI a0o0 AH3ZUTOTHI
OAH3HIOKH, HAKi HapOIl}KYI-OTBCSI NpH 3almAiZHEHHI /ABOX OZHOYACHO
MO3PiBAIOYHX SAHIEKAITHH. SIKIIO MOHO3HIOTHI K pe3yAbTAT KAOHOBOTO
PO3MHOIXEHHS OAHOIL 3aNAiZHEHOl AHIEKAITHHH 3aBXIAH IiOeHTHYHI 3a
CTATTIO Ta AOyKe CXO0Xi (PeHOTHIIOBO, YaCTO MaHiKe HEpPO3pi3HHMIi, TO
AH3HIOTHI MOXYyTh MaTH K OAHAKOBY, TaK i pi3Hy cTaTh. 3yCTpPiduaroThCs
AH3HTOTHiI OAH3HIOKH, fAKi AyKe Pi3HATHECSA 3a 30BHIIIHIMH O3HaAKaMH, AK
OCOOHHH, AKi BHHHKAH BHACAIZIOK CAMOCTIHHHX BHMAAKIB 3alALAHEHH
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*
DHO3HTOTHI Ta AH3H 3a3BHYaH NOPiBHIOIOTH
OKa3HHKIB Ha BEAHKIH KOoCcTi MaTepiaay. Ha

HMaHHX AaHHX L] IOTH IIOKa3HHKH
KOHKOPAAHTH iBHSI cxoxkocTi) Ta M IAHTHOCTi (piBHSA
BiaminHoCTi). ¥ MOHOSHIrOTHHX 6AMN: OpAaHTHICTH

R g -
3HA4YHO BHIIA, HIXX Yy AH iroT

pisHuX o3Hak Bapiioe. Ile AOIBOAS
Ta CepeZoBHIIA y IX mposiBi. 3amp
KiAbKiCHOro BHpaKeHHs da
O3HAaKH. ‘

I0JKOCT1 AAA
\TH JpoA reno'rnny
IOHOBaHO OeKiAbKa CIIOCOOiB
CIIaAKOBOCTi Yy PO3BHTKY

TakHM YHHOM, BHKOPDHCTAaHHSA OAHM3HIOKOBOI'O METOAY
IIoOKa3ye, II0 TaKi TreHeTHYHO MAeTepMiHoOBaHiI O3HaKH, AK,
HaIpPpHKAAZ, IOKAa3HHKH OOMIHY pPEYOBHH, MOXYTH CHABHO
niamaBaTHCA moaudikanminHiA MiHAHBOCTI. Ile Tpeba
BPaXOBYBaTH, HalIpHKAAd, NIPH OIMHCAaHHI CHMIITOMIB CIaAKOBHX
3aXBOPIOBaHb, III0 MAa€ BEAHKE 3HAYEHHA B MEAHYHIiH 'eHEeTHILI.




Honymuiﬁﬂnn eT ' ynHich MaTeMaTHYHHX 3acobiB maa
annatleﬂna 4YaCTOTH I ?IT 1 ymuiax AIOAHHH Ta IIPOTrHO3yBaHHS
nnnam1mosnax, SKi KOHTPOA 5CsI IIHMH T€HaMH, y HACTYNHHX
IIOKOAiHHSAX. w;locm.mxennﬂmn DBO1I CTPYKTYPH HaCEACHHS
zaliMaeThbcs aemorpadiuHa craTHCI HKa *n.anmvm K01 KOPHCTYIOTHCH
reHETHKH IASI BH3HAYE€HHSA Hac 1 OKpeN fix reHiB abo xpeﬁo&nm
aHoOMaAilf y AIOACHKHX  IONYASH igx. ‘Monyaauilinuii MeTOA Jae
MOKAHBICTE aHaAI3yBaTH NMOUIHPEHHA CIIAAKOBHX 3aXBOpPHOBaHb AIOAHHH
Ta NPOTrHO3YyBaTH 1IX 4YaCTOTy B HAaCTYNIHHX IIOKOAIHHAX, OIIHIOBaATH
HaCAIIKH CIIOpiZHEHHX IIAIO0IiB, BH3HA4YaTH BIAHB TI€HETHYHHX i
YHHHHKIB cepeaoBHIIA Ha (QeHOTHNIYHY MIHAMBICTE AIOOZHHH 3a
IIEBHHMH O3HaKaMH, 4 TaKO3K OKPECAIOBATH I'€eHETHYHY iCTOPil0 OKpeMoil
AIOZACHKOI ITOIIYASIILil.

dAss nmpHOAH3HODO BH3HAYEHHS CIIiBBIiZHOLIEHHA KiABKOCTI

FeHOTHIIB Ta (EeHOTHNIB y MNONMyAdAlil KOPHCTYIOTBCS, @OAPM aMH
sakony Xapnai-BaiuOepra. '
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€HHA INIPHHOMHHX AiTeH, iX
iB 3 MeTOI0 BH3HAYE€HHS BIIAHBY
TOK O3HAaK. -

- [JdocainxeHHA IIPHAOMHHX MOIKAHBICTE PO3ME
BIAHB P€HETHYHHX ¢ epeaoBHIIA,,
NPHHOMHHX AiTeH 3 I Ta IpHIEOMHHN

34iHCHIOIOTH 3a JOTIOM: edilieHTiB Kopeasmii.




qen?s':‘naaBHoc'ri IIEBHHX PEYOBHH
KTiB TreHiB - ¢epMeHTiB Ta
AiarHOCTYBaHHSI CIIaAKOBHX
DYy LOMICTKI,
ILH: L03XHA BHKODH
OASI MACOBHX IIOIIYASIIIi} . Bioximiuni Mme1T
3aCTOCOBYIOTHh IIASI BH : 1 TeTEepO3UTOTHHX HOCIiB ,_'
[IPOSABASIIOTHCHA HEBHPA3HO.

MidHi Me]
HO" . NIEPBHHHHX
HuX MeTaboairis) 3
saxBoproBaHb. - Lli mMeroam
cneniaAbHOTO OOAaZHAHHS
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aHOMaAiH AKi PeHOTHIMORBC




‘ Mem anopnc'ramm OioximiuHHX
- 3 I0MOIOI0 BiAIIOBIAHHX (PEPMEHTIB,

HHSI CTPYKT ix imenTH(IiKaIil Ta AOKaAi3ami
a_ TaKOXK xapar repy My'ram IeTOA 'ZAO3BOASIE aHaAI3

cbpanv:en'rn OHK, 3Haxo, IHTH OKpeMi I'eHH i i

TAa BH3Ha4YaTH B | TYRACOTHAIB. |
3aCTOCOBYETBCH AAS iZ€ amii reHHHX MyTAallili, a TakK
reHOMY AIOAHHH B IiAOM C

OACKYASIPHO-T
IKi 341iHCHIOIOTI]
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Chromosome 6
Extended HLA complex

DEST3 I} ” |:u55I213I]_

ZEEQ0EE v W B C E A GF HFE
1 I | 1 1 I
DF DQ DR

e * & * & * *

Extended Class i Class I Class | Extended class |

Class Il
03 Mb 0.9 Mb 0.7 Mb 1.2 Mb 4 Mb

Figura 5.5 HLA locus.
(Redrawn from Undlien DE, L=

BA, Thorsby E. Trends in
Genetics 1783, copyright 2001
with permission from Elsewvier)




Kaplo'rnn AYOXHMHH BiLH EAnkHH. Aunroiguun Habip Xxpomocom
AI-O.Z[I*IHKW xpomocom. , TaHOBA€HO y 1956 poui y pobori I.
Tio Ta A‘meBaHa. o unmsoro gac fUBBaxaroCh IO KiABKiCTH Xpomocom

AIODHHH zxopl"i-noe KiABKOCTI XPOMOCOM\ ITHMIIaH3e TA CTAaHOBHTD 48
x?omocom. Bnepuie prgMOCOM!L HH ﬁon KAacHpikoBa e zxo
BIAKPHTTA AHGEpPEeHIIAABHOTIO s SAHHS Ha)\OCHOBI1 ABOX Kp TepiiB —
OHOB¥XKHHH XpPOMOCOMH  Ta ueHTpOMepHoro IHAEKCY (anomennﬂ
AOBXXHHH KOPOTKOIO IMA€Ya XPOMOCOMH A0 ii 3araAbHO1 JOBXHHH.

KoikHa coMaTHYHA KAITHHA AIOAHHH MICTHTB 46 xpomocom. [Asa
KIHKH 3amHC KapioTHIIy CTaHOBHTHL 44, XX, nAa woaoBika 44, XY. Ha
KoHpepeH1iax y HdenBepi y 1960 Ta y AoHzoHi y 1963 poii Bci
XPOMOCOMH AIOAHHH 3a pOo3MipaMH Ta iX (popMOI0 NOEAHAHO YV 7 BEAHKHX
I'pyn SKi IIO3HA4YarOThCA BEAHKHMH AATHHCBKHMH AiTepaMu:
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Xpomoco T HaHOiAB

arri. Xpomocoma 2 € HaHOiABI

eTaleHTPHYHA XPOMOCOM:
Bim XPOMOCOMM e

Maixe Ha 1/5 Biz
r 3&

pyna B MiCTHTB X[
BiapizHHTH IX OZHA
HEMOKAHEO. P
I'pyna C nmpeacTaBA€HaA
craTeBa X-XpomMocoMa. .

$iN. % f,;g: T 1IT

POMOCOMAaMH 3
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IHHY IIEpeTH

€HTpH Ta cyOmeTaleHTP
: M&HTPK‘IH& 11 AOBK

QMOCOMH 17 Ta

- o rpy: H
XPOMOCOMH 3

carae—1/3 OB
OAHAKOBOi .u;omxn -
I'pyna F oG’ep;Hye 1B
I'pynma G MIiCTHTB Mé

. TaKOXK CTaTEeBY Y-xpomoc .
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T—
. gocnosi po3Mmipi
q'nocomn (1, 1€
1.zr.eH'rnqmb=Banu IIicAa 3acCTOC)
q)apGyBamm.ﬂa IIapu3bpKin
HOMEHKAATYypi xpomocom AIOH
OIMHCY Ta IO3HAYEHHSA 3 ‘ _.
npaBHAA OyAO 3aKpimAeHO B CTaHAAPTI
cytogenetics nomenclatul"’éﬁﬂCN 1978).

'y AIOAMHH MOXHa iZeHTH(iKyBaTH
Y-xpoMocomMy. YCi XpOMOCOMH OyAH
MmeTOoAy JAudepeHUiHOBAHOTrO
mii mo c'raH.uaanaau.u TA
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CIIOYaTKy BEKa3yIOTh 3araAbHY
Habip» xpomocom. Ilorim  (2a

I, XxpOMOCOMHI MyTalii. BeAnke

B ria.&a;grepnc'rnui KapioT
KiABKiCTBu.XpOMOCOM Ta cCTa
HasIBHOCTi) BKa3ylOTh Te€HOMHI,
AiarHOCTHYHE 3HAYEHHS AAS iZeH]
XPOMOCOMHi MapKepH — CN ' Ha [ 9iTKO BHIIASE C
nucdepennianbHoMy ¢GapOyBaHHI T "-,'«"‘"\- OTH XPOMOCOMH Ha PaHOHH.
HyMmepyioTh paHOHH, a TAKOMK CMYKKH B CepeAHHi palioHy 3a HAIpPAMOM
Big LEeHTpoMepH OO0 TeAoMepH. Ha ZAedKHX CMyKKaxX BAAETHCH
AOKaAI3yBaTH II€BHIi 'eHH F€HETHYHOI KapTH XpPOMOCOMH.

IIpi 3MEHULIEHHl1 CTYIEeHsa cIipaaizamii XpomMocoOM Ha cTaxaii
npomeracdasHx OaraTo CMYXROK (0aokiB) pos3mamaeTbCcsa Ha KiAbKa
CyO0O0AOKiB i Toai momaeThca 1mie 3-H piBeHb HyMepallii.
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