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MutaHHAa nekuil

e OCHOBHI NOMNOXeHHA XPOMOCOMHOI TEOPIl CraKOBOCTI.

« 3uyenneHe ycrnaakyBaHHs.[loBHe, HENOBHE 34ensIeHHS

« MexaHi3amun KpocunHrosepy: 6ionoriyHe 3Ha4YEHHS.

* [eHeTUYHI KapTn XPOMOCOM.

* AyTOocoMWU, cTaTeBi XPOMOCOMMW.

« Crartb i cTaTteBi 0O3HaKW. YcnaakyBaHHS cTaTi NIOgNHN.
 [oMmo- | reTeporamMeTHa cTaTb.

* Bwu3HadeHHda cTaTi y NioguHn.

* YcnaakyBaHHA 3axXBOPOBaHb JIIOAUMHU,34ENNEHMX 31 CTATTIO.

HaB4arnbHa MeTa: nosicHioBaTV OCHOBHI MOMNOXEHHA XPOMOCOMHOI TeOpii CNaaKoBOCTi;
XapakTtepusyBaTu MexaHi3Mu1 34ensIeHOro ycnagKkyBaHHS;

NOSICHIOBATU MOSEKYNAPHI MEXaHI3MWN KPOCUHIOBEPY;

aHaniaysaTu NpuUHUMNM NobygoBU reHETUYHUX KapT XPOMOCOM;

XapakTepudyBaTn MexaHi3aMn BU3HAYEeHHS CTaTi Y NI0gVHY;

NMOACHIOBATU reHEeTUYHI MeXaHi3M1 PO3BUTKY NMOpPYLLUEHb CTaTEBOro PO3BUTKY;

aHanisyBaTtn 3aKOHOMIPHOCTI ycnagKyBaHHSA X- Ta Y-34enneHnx 3axBoptoBaHb.



PekomeHOoBaHa nitepaTtypa

CabaguwunH P. O., Byxanbcbka C. €. MegunyHa 6ionoris : nigpy4yHuK. 3-
Te BuA., 3i 3aMiHaMu i gonoBHeHHAMU. BiHHMUS : HoBa KHura, 2020. 344 c.

lNictonoria. Untonoria. EmGpionoria : niapy4Huk / 3a pea. O. .
JNyuuka, KO. b. Yankoscbkoro. BiHHMUSA : HoBa KHura, 2020. 496 c.

PomaHeHko O. B., Kpasuyk M. I'., ['piHkeBn4d B. M., Koctunesos O. B.
Mepaun4yHa Gionorifa: NOCiOHUK 3 NPaKTUYHUX 3aHATbL / 3a pea. O. B.
PomaHeHka. 2-re (ctepeoTtunHe) Bua. Kuis : BCB «MeguunHay, 2020.
472 c.

HauioHanbHa 6ibnioTeka YkpaiHu imeHi B. |. BepHagcbkoro (HBYB)
— HayKoBI CTaTTi 3 UNTOSOrII, KIITUHHOI Bionoril, rictonorii Ta
MoniekynapHoi 6ionorii. https://www.nbuv.gov.ua

YKkpaiHcbKkuu GioximiyHum xypHan (Ukrainian Biochemical Journal)
— Cy4YacHi nybnikauii 3 KIiTUHHOI Ta MOJIEKynApHOT Biosoril.
https://ua.biochemistry.org.ua

ScienceRise: Biological Science — BigkpuTun gocTyn A0 Cy4acHUX
pocnigkeHb Y ranysi 6ionorii. hitps://journals.uran.ua/bioscience



https://www.nbuv.gov.ua/
https://ua.biochemistry.org.ua/
https://journals.uran.ua/bioscience

CyuacHi ornsigosi nyorikauil

Nature Reviews Genetics — ornsgu 3 pekombiHaLii, KPOCUMHIoBepY Ta
reHeTUKn cTari.

American Journal of Human Genetics — cyyacHi LOCTIOKEHHS
cnagKoBMX 3aXBOPKOBAHbL | KAPTYBAHHSA MEHIB.

European Journal of Human Genetics — pekomeHgauii 3 MeguKo-
FeHETUYHOro KOHCYNbTYBaHHSA, rEHETUKM CcTaTi Ta NOpYyLEHb CTaTEBOro
PO3BUTKY

European Society of Human Genetics — KniHi4Hi HAcTaHOBM LLIOAO
FeHeTUYHOI AiarHOCTUKM Ta KOHCYJSIbTYBaHHS.



lcTOpIA NUTAHHA

3aCHOBHUK
XPOMOCOMHOI TeOopil
cnagkosocTi Tomac
XaHT MopraH (1910-
1915).

[locnigKeHHs
NpOBOANNNCS Ha
Drosophila
melanogaster, ska
cTana Knacu4Hoto
MOLENSI0 rEHETUKMN.

Y 1933 poui Tomac
MopraH oTpnmaB
HobGeniBcbKy npemito.

https://share.google/[(XbkmmXJwspiD1KFR

https://www.youtube.com/watch?v=SJH|{86Pb3fqg

BMBYaB 3aKOHOMIPHOCTI ycnaaKyBaHHS
reHis, po3TaLioBaHNX B OAHIN
FOMOJIOTYHIN XPOMOCOMI.


https://www.nationalgeographic.com/science/article/james-watson-death-dna-double-helix?utm_source=chatgpt.com
https://www.nationalgeographic.com/science/article/james-watson-death-dna-double-helix?utm_source=chatgpt.com

XPOMOCOMHa Teopia cnagKoBOCTI

« XpoMOCOMHa Teopisi cnagKkoBoCTI — Le pyHOamMeHTanbHa
KOHUEMNLia reHeTukun, BianoBiAHO A0 AKOI reHn nokani3oBaHi B
XpoMocoMax y NiHINHIN NOCNigOBHOCTI, NepegarTbes nig vYac
Meno3y BI4MNOBIAHO 40 3aKOHOMIPHOCTEW NOBEAIHKN XPOMOCOM |
BM3HaA4al0Tb YyCnaaKyBaHHA O3HaAK opraHiamy.

OCHOBHI NONMOXeHHS
» [eHun nokanisoBaHi B XpOMOCOMaXx.
» KOXXHWI reH 3anmae neBHUN NOKYC.
* [eHu po3TalloBaHi NiHINHO.
* [eHn ogHIeEl XPOMOCOMU YTBOPKOKOTh

rpyny 34ensieHH4.
* KinbKiCTb rpyn 34enneHHs LOPIBHIOE
ranmnoligHOMY YMCNYy XPOMOCOM. .,

« [lig 4ac Menosy MOXNMBUN KPOCUHIOBEDP. l \

» KpocuHrosep € NpuYnHOK pekoMbiHauil
reHis.



34ensieHe ycnagkyBaHHS

reHu, po3talloBaHi B OgHI XpOMOCOMI, yCrnaaKoBYyBanmca pasom u
YTBOPIOKOTH Fpyny 34enseHHs.

34yensieHe cnagKyBaHHSA - sIBULLE CNISIbHOro ycrnaakyBaHHS reHis, SKi
MICTATbLCHA B O4HIN XPOMOCOMI

34eryieHHA MoXXe 6yTl/I HernoBHUM.

BoHo nopylyeTbcsa B pe3ynbTaTi KPOCUHIroBepy — OOMIiHY AiNgHKaMM MixX
FOMOSOrIYHMMM XPOMOCOMaMMU.

Y npodra3si | meno3sy BiabyBaeTbCH ' J ‘ : |
KOH'torauis roMosioriYHMX XpOMOCOM. |
XPOMOCOMM 3BMMKYIOTHCS, @ MOTIM n o ‘X ; \ /
NOYNHAKOTb PO3XOAUTUCS | YTBOPIOKOTb | |
nepexpect (xiazamm). Y npoueci | L [ ; l

KOH'torauii MiXk 4eAaKMMn gouipHIMK
XpomMmaTtungamm € MOXNMBnUmM OBbMiH
OinsiHKkamun (KPOCUHroBep).



KpocuHrosep

https://www.qgeios.com/read/760172?utm_source=chatgpt.com

Crossing Over During Prophase |
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KpocuHrosep

https://www.slideshare.net/slideshow/basics-of-linkage-and-the-crossing-over-
pptx/2832208987?utm_source=chatgpt.com
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KpocuHrosep

https://www.geios.com/read/760172?utm_source=chatgpt.com

Paternal Chromosome Maternal Chromosome
¢ DNA replication Crossing Over

i - @& - &%

Recombination between 2 homologous chromosomes

Paternal Maternal Crossing over Resulting
recombined
chromosomes

YacToTa pekombiHauin
(KpOCUHroBepy) = 4nUCIo
pPeKOMOIHAHTIB : 3araribHe Yncno
HawaakiB x 100%.

Lia BennynHa nokasye BigHOCHY
BiCTaHb MiXK 34ernneHnmm
reHamun y XpoOMOCOMI.

3a oAnHULIO BiACTaHI MK reHamMu
npurmatots 1 mopranig (M)
(1 % KpocuHroBepy), abo
BiICOTOK MNOABU PEKOMOIHAHTHMNX
OCOOWUH.



Linkage: Using recombination frequencies to construct a
genetic map

Recombination
frequencies

9% =4 9.5% >
17 Yo e

b

Chromosome

Copyright @ Pearson Education, Inc., publishing as Benjamin Cummings.

If the cross-over frequency between locus b and vg is as shown, and that between b and cn and
cn and vg (calculated as total recombinants / total progeny *100) are also as shown (as
arrived at from data from the three crosses involved), then the relative positions of the loci
MUST be as shown also. The % can be converted to “map units” which imply no real physical
distance, but do accurately indicate relative positioning and relative spacing.



HOMOLOGOUS
CHROMOSOMES ALIGNED

KpocuHrosep

https://www.geios.com/read/760172?utm_source=chatgpt.com

CROSSING
OVER

NON-RECOMBINANT
CHROMOSOMES

A A a
B Bb
(o ¢ C

Y
RECOMBINANT
CHROMOSOMES

CHROMOSOME
CROSSOVER

NoBHe 34enneHHA
KpocuHrosep BigCyTHIN.
[eHn ycnagkoBYyHOTbLCS
pasom.

XapaktepHe gns:
camuiB apo3odinu;
OKpeMUX OiNAHOK
XPOMOCOM JTHOLNHM.

HenoBHe 34yenneHHSA

BuHukae BHacnigok
KPOCUHIOBEpY.
YacTtuHa ramet

l

PEKOMOIHAHTHI
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[[eHEeTUYHI KapTn

https://discover.hubpages.com/education/The-Biological-Explanation-of-Human-Sex-
Differences?utm_source=chatgpt.com

 [eHeTUYHa KapTa — Lie CXxemMa B3aEMHOro po3TallyBaHH4
reHiB y XpoMmocomi, nobygoBaHa Ha OCHOBI HaCTOTH
pekombiHaLin.

 OpauHnug BiactaHi 1 caHtuMopraH (cM) =1 % KpoCUHroBepy.

XX (fermnale) XY (male)

Sex Chromosomes




[ eHeTUYHI KapTu

https://thisisepigenetics.ca/fr/about-epigenetics/pelage-de-chat-et-daltonisme-ce-que-linactivation-du-chromosome-x-
nous-enseigne?utm_source=chatgpt.com
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[ eHeTuKa cTaTi

https://bcgsc.ca/glossary?utm_source=chatgpt.com

Autosomes (22 pairs)

\fENRaR

Sex chromosomes (1 pair)

RS imx

CtaTb — CYKYMHICTb FEHETUYHNX,

roHagHux, PeHOTUNOBUX i
penpoayKTUBHUX O3HaK, LLO
3abe3nevyloTb cTaTeBe
PO3MHOXEHHSI.

CTtaTeBi O3Haku
[lepB8UHHI
* roHagu;
e CTaTeBI WWNAXU;
e 30BHILWLHI CTaTeBI OpraHu,
BmopuHHi
*  OBOJIOCIHHS;
* TemOp rosnocy;
*  MOJIOYHI 3ar0o3u;
* TWN CTaTypW.



Bu3sHadyeHHa cTaTi

foMorameTHa ctaTb XX, yTBOPIOE Nimwle X-raMeTu.
FeTeporameTHa ctatb XY, yTBOptoe X Ta Y cnepmarosoigu.
Came cnepmaTtos0ig Bu3Hadae ctatb AUTUHM.

KntoyoBy porb Bigirpae reH SRY

Voll.3 Parents XX (female) XY (Male)
(Yp11.3) : .

| Gametes X X Y
andpoepeHuiauis CiM'aHUKIB.

OcHoOBHiI eTanu Female - X X

SRY Male,

!

SOX9 X XX (female) XX(female)
! Y XY (male) XY (male)
AMH

!
TECTOCTEPOH

!

yonoBiunn beHoTUN.




Bu3sHadyeHHa cTaTi

https://clinicalpub.com/sperm-transport-and-maturation/?utm_source=chatgpt.com

Androgen receptor (AR) gene

Sex-determining region of the Y (SRY) gene
rh =

Y chromosome —— (Wl ) X chromosome 4 ] )

The SRY gene is Medulla
transiently expressed in (testis) B Androgen receptor
Sertoli cells to initiate a
cascade resulting in the
formation of the testis i3
from the indifferent gonad. l Leydig cell
Embryonic wolffian duct

i favary) ")’ mbryonic wolfflan duc
’ » an Testosterone e Seminal vesicle
Testicular cord —® Vs deferens

S5a-reductase —§
: (SRD5A) —
Sertoli cell
Dihydrotestosterone —{i}ea
Prostate gland
Anti-miillerian _ Urethra

& Penis and scrotum

hormone (AMH)_@

AMH inhibits the development of the @ _——:f_@::)
embryonic miillerian duct /:jf:* """"""" _
derivatives (oviduct, uterus and @5 Atrophic Devgloplng
- miillerian duct wolffian duct

cervix).



Male

XY

\ Sperm

BuaHa4yeHHsa cTaTi

https://quizlet.com/dk/259253168/orems-teori-om-egenomsorg-flash-cards/?utm_source=chatgpt.com

Female , XX

Nondisjunction
XX { 0 ]
Eggs -
[ XXX ) XO
Female Female
(triple X) (Turner
syndrome)
|
XXY (0) ¢
Male
(Klinefelter Nonviable
syndrome)

lNMopylweHHA BU3HAYeHHSA cTaTi
OCHOBHI NpUYNHU

aHeynnoiail;

MyTauii SRY;

MyTauil peuenTtopa aHOPOreHiB;

nemiunTt S5a-penykrasu,

NOPYLUEHHSA CTEpPOIgOreHesy.

Mpuknagu

cuHgpom TepHepa (45,X);

cuHgpom KnanHdgoenstepa

(47,XXY);

cuHgpom Ceanepa;

CUHOPOM HEYyTNMUBOCTI 0

aHOPOreHiB;

BpOKeHa rinepnnasis Kopu

HaQHNPHUKIB.



Bu3sHadyeHHa cTaTi

https://www.ncbi.nim.nih.gov/books/NBK279170/?utm_source=chatgpt.com

YporeHitanbHum rpebiHb BinoTeHUinHi cTaTteBi 3ano3u
WNT4 NRS5A1 GATA4
CITED
NRSA1

WT1 »\WT‘I CBX2
- - -
DRTY /\

RSPO1 WNT4

PTGDS PGD2 /\/
'\(' DMRT1 FOXL2
MAP3K4 ) .
FGF9 FGFR2

AECHKHN




YcnagkyBaHHS, 34enneHe 3i CTaTTio

X-3yenneHe peuecuBHe X-3yenneHe AOMiHaHTHe
_ | NMpuknagun
XBOPIOTb NEPEBAKHO HOMOBIKM. «  X-34enneHuii rinocdpocaTeMiyHuii
| _I'IpMKnap,M paxiT:
* remodoinisa A; _
. remodpinisi B: . .CI/IH,EI,p-OM P.eTTa,
e [anbLTOHI3M: * incontinentia pigmenti.
e M'A30Ba guctpodpia [oweHHa;
e pediunt G6PD. KniHiyHe 3Ha4YeHHs
*  MeaMKO-TeHETUYHE KOHCYILTYBAHHS;
* MpeHaTanbHa AiarHOCTUKM;
Y-3yennexe * MPOrHO3yBaHHA PU3MKY CNaOKOBUX
lNepenaqa 3aXBOPIOBaHb;
6aTbko — cuH. * [HTepnpeTauis pesynbsraris
~ Npuknagn rEHOMHOIO CeKBEHYBaHHS;
* OKpeMmi (oOpMU HOMOBI4Oro * MepcoHani3oBaHs MeauLVHA;
besnninas; . * OHKOreHeTuKa;
e Mikpoaeneuil AZF-periony. .

penpoayKktmBHa MegulnHa.



TURNER SYNDROME (45,X)

KLINEFELTER SYNDROME (47,XXY)

L [T TR T

LI T O IR [

13 14 15 16 17 18

oo

19 20 21 22 X

KARYOTYPE
45X
Monosomy X

CLINICAL FEATURES
« Short stature

» Webbed neck

+ Widely spaced nipples
» Shield chest

« Cubitus valgus

Streak ovaries

« Streak ovaries —
Primary amenorrhea

« Infertility

KARYOTYPE

47 XXY
Extra X chromosome

. CLINICAL FEATURES

« Tall stature

« Small firm testes
» Gynecomastia

« Sparse body hair
« Infertility

« | Testosterone

6.0

l Small testes

SWYER SYNDROME (46,XY PURE GONADAL DYSGENESIS)

46,XY

KARYOTYPE

46,XY
SRY positive

I |

Gonadal dysgenesis

(streak gonads)
T PHENOTYPE
« Normal female external
Streak gonads genitalia

* Primary amenorrhea

« Infertility

ANDROGEN INSENSITIVITY SYNDROME (46,XY)

(

KARYOTYPE

46,XY

Androgen receptor

mutation
J

RHERH Androgen

Testosterone —¢—» insensitivity

§
@ @ /M:Jllerianlhormones

| PHENOTYPE

« Normal female
Testes (Ane) ‘ external genitalia
l ‘ « No uterus
* Primary amenorrhea
Noutens, « Infertili
no fallopian tubes Iy
‘ » Normal breast
| development

https://chatgpt.com/c/6a589755-d920-83eb-9f95-605118544448




BucHOBOK nekuil

XpomMocoMHa Teopisi cnagaKoBOCTI NMOACHMIIA MaTepiaribHy OCHOBY
nepenadi cnagkosol iHpopmauil Ta nigTeepauna, Wo reHu riokani3oBaHi B
XpOMOCOMaXx.

34enneHe ycnagKkyBaHHA U KPOCUHIOBEP € KNHYOBUMU MEXaHi3MaMu
pekoMbiHaLil Ta reHeTUYHOI PiIBHOMAaHITHOCTI.

[eHeTUYHiI KapTU XPOMOCOM BUKOPUCTOBYIOTb A1 JIoKasni3auil reHis,
BUBYEHHSA CraKoOBMX 3aXBOPIOBAHb i MOLLYKY reHiB-kaHamnaaTie.

CTtaTb NHOAMHMU BU3HAYAETLCSA rEHETUYHO, a Tl PO3BUTOK KOHTPOMKETHLCS
CKIagHOK B3AaEMOLIEI0 reHiB, TOPMOHIB | CUTHalNbHUX LUNAXIB.

3HaHHSA MexaHi3MiB ycnagKyBaHHA O3HaK, 34ensieHnx 3i CTaTTio, € OCHOBOHO
OiarHOCTUKK, NPOdiNakTUKMU Ta MeANKO-reHETUYHOIO KOHCYNbTYBaHHSA Mpu
cnagkosi NaTonoril.



KOHTPOnbHI 3annUTaHHS

CdhopmyntonTe OCHOBHI NOSOXEHHS
XPOMOCOMHOI Teopii cnagkoBOCTI Ta
MOACHITb IXHE 3HA4YEHHS ONA CyYacHOl
MeAUNYHOI reHEeTUKU

lLlo Take 34yensnieHe ycnagkyBaHHA?
Unm Bigpi3HAOTLCA MOBHE |
HernoBHE 34emnsieHHA reHiB?

OxapakTepusynte MexaHiam
KPOCUHIOBEpPY, MOro etanu,
BiosfioriyHe 3Ha4YeHHd Ta posib Yy
doopMyBaHHi KOMBIHATUBHOI
MiHITMBOCTI.

LLlo Take reHeTM4YHa KapTa
XpPOMOCOMN? AKUM YMHOM
BM3HA4YaloTb BiACTaHb MK reHamMu
Ta WO O3Havae OaMHULSA
BUMIpOBaHHA «caHTUMopraH»
(cM)?

[1OSACHITb MEeXaHi3M reHETUYHOro
BWU3HAYEHHS cTaTi y NioguHN. Aky
ponb Yy andepeHuiauii Yorosivol
cTarti Bigirpae reH SRY? HaBefitb
npuKnagn nopyLweHb reHETUYHOro
BM3HAYEHHS CTaTi.

[MopiBHANWTE OCOBMNBOCTI
ycrnaakyBaHHA X-34enneHnx
NOMIHAHTHUX, X-34enneHunx
peuecmnBHNX i Y-34enneHumx

3axBOploBaHb NIOAMHU. HaBefiTb
NPUKaan Ta NOACHITL IXHE
KNiHIYHE 3HA4YEeHHS.

YoMy 4onoBikM 3HA4YHO YacTiwe
XBOPIOTb Ha X-34ensieHi peuecmnBHi
3aXBOPIOBAHHS, HiXK XKIHKN?



KOHTPOnbHI 3annUTaHHS

AK 3HaHHS 3aKOHOMIPHOCTEN

KPOCUHIroBepy BMKOPUCTOBYIOTb Yomy aHani3 pogosoais €
nig Yac reHETUYHOro KapTyBaHH4 e(PeKTUBHMM METOOOM OiarHOCTUKN
reHiB i MONeKynapHOI AiarHOCTUKN 3axBOpPIOBaHb, 34ENNEHUX 3i

cnagkoBUX 3aXBOPHOBaAHL? CTaTTio?

HAke 3Ha4yeHHsa Mae OocnigKeHHSA

CTaTeBM)&Xp(.)MOCOM y. BuaHauTe kapiotunm cuHOpOMIB:
NpeHaTarnbHin giarHocTuli Ta

TepHepa, KnanHdensrepa,
MEAVKO-TeHETUYHOMY e
KOHCYNbTYBaHHI?

AKi reHeTUYHI MexaHi3aMu nexaTb B

OCHOBIi PO3BUTKY CUHOPOMY _

TepHepa Ta CUHAPOMY Ha3sBiTb 03Haku cnHgpomy Ceaepa
KnanHdensrepa?



[Eamaemo ycnixiB y HaB4YaHHi! J

Byn.MonoyHa 38, Xapkis
+38 (050) 200-18-15
+38 (067) 200-18-15
khimu.edu.ua




