JIEKIILA Ne 6
Tema: I'eneTuka aroauHu. MeTOIM BUBYSHHS CIIAAKOBOCTI JIFOJUHU
3MiCT JeKIl
1. OCHOBY I'€HETUKH JIIOOUHUA
2. MeToau BUBYEHHS CIIAJAKOBOCTI JTIOAUHU:
e Teneasoriunuii MeTO
*  ban3HIOKOBUN METOJ
¢ bioxiMiuHUI METOX
*  MonekyasipHO-TeHETUYHUI METO/T

1. OCHOBM T€HETUKH JIFOJUHU
OO0’ €eKT DOCHIIKEHHS — JIOIUHA
BuBuae 3akoHH cIAAKOBOCTI Ta MiHJIMBOCTI JIIOJUHNA
Junacrisa I'adcOypris
['a6cOypru (Him. Habsburger) - ogHa 3 HaifOLIbII MOTYTHIX MOHAPIINX AWHACTIA €BpPONU MPOTITOM
CepennboBivus 1 HoBoro uvacy. 3 1342 poky Oe3nepepBHO mpaBuiiv B ABcTpii, 3 1438 poky 3aiimanu
(3 KOpoTKOIO TIepepBoto B 1742-1745 pokax) npecron CesitmenHoi PUMCBKOT iMmepii, micist po3mycKy
axoi (1804) ouomoBanu GaratoHanioHanbHi ABcTpiiicbky (1804-1867) 1 ABcTpo-YTOpChbKy iMIiepii
(1867-1918 ). IIpaBureni BCiX mepepaxoBaHUX JCPiKaB MaJld PE3UICHIIIO B BiieHCbKOoMY X0dOypry.
Bupaxena nedopmailis HUKHBOI YaCTUHU OOJIMYYS, XapaKTepHa JJIs PEICTaBHUKIB
€BPOTNENCHKOT KOPOTIBCHKOI AUHACTIT ['abcOypriB - pe3yabTaT KPOBO3MICHHX ILITIO0IB, IO TPUBAIU
MPOTATOM KUJTBKOX IMOKOJiHb.

AHowmaitig, 1o oTpumaiia HeoiiiiHy Ha3By "radcOyp3bke minbopiaas', 1odpe moMiTHa Ha
MOPTpETax MPeACTaBHUKIB AUHACTI - SK KIHOK, TaK 1 YOJOBIKIB: HUKHS I1IeJIeTa CUIbHO BUAEThCS
BIIEPE]I, @ BEPXHS BUTIISAIAE HEJOPO3BUHEHOO.

IcTopuky 1aBHO MiJO3PIOBANIH, IO L POAMHHA
ocobnuBicTh ['abcOypriB - pe3yapTaT HU3KU
OJIM3BKOCTIOPIIHEHHX IUTIO01B.

Tenep mi miA03pHu OTPUMAIIA HAYKOBE ITiITBEPIKEHHS
Bl ICIAHCHKUX MEIMKIB, K1 BUBYHIHN KiJIbKa JECITKIB
MOPTPETIB NMPEACTABHUKIB IUHACTII Ta CKJIAIU
MaciTaOHe reHeasoriube nepeBo ['adbcOypris, sike
oxoruroe moHas 20 ITOKOIIHE TUHACTII.
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OcranHim koposieM icnancbkux ['abcOypriB 0y Kapa Il. Uepes cBoi BpopkeHi perecuBHi
reHu BiH OyB (Di3WYHUM 1HBAJIIJIOM, CIIOTBOPEHHH 1 PO3YMOBO BiJICTaTMM. BiH HacuiIy pO3MOBIISB 1
xKyBaB DXy. B nutyBanni bpurancekoi enuukionexnii 1911 poky roBoputhcs, 1o «B Horo maibke
B1JICTAJIOMY TJTy31i HEe OYJ10 MiCIIS U1l YOTOCh O1IBIIOT0, HIX TUTA41 3a0000HH, 00’KEBUIBHA TOPAICTh
BiJl HAPO/KEHHS 1 IHTEpeC A0 MPHUIABOPHOMY €THKETY». BiH Takox OyB IMIOTEHTOM 1 HE MaB JiTei
BiJ IBOX cBOiX numt06iB. Konu Bin momep B 1700 porri, pa3om 3 HUM momepiia 1 00’keCTBEeHHA JIiHIA

icmancekux ['abcOypris.

OcHOBHi Mpo01eMH NPU BUBYEHHI FreHeTHUKH JIIOAMHU:

* Benuka KiIbKICTh XpOMOCOM (46)

* ¥V poamHAax 4acTo HAPOIKYEThCS HEBEIMKA KIJTBKICTh AITCH, 1 BOHH JJOBTO POCTYTh

» [li3H0 HacTae crareBa 3piIicTh

*  HeMOXIHBITE CKCIICPUMCHTAJIbHOTI'O OTPUMAHHA ITIOTOMCTBA (Ha):[ JIOAMHOK HC MOXXHa

MPOBOJIUTU T€HETHYHI EKCIICPUMEHTH )

*  3HayeHHS B XUTTI JIFOIUHU COLIAJIbHUX YAHHUKIB

Ilasxu nogoJaHHs npodaeM i

DY BUBYEHHI TeHEeTHKH JJIOAMHHU

O0’€KTH KJIACHYHOI Te€HEeTHKH

1. IIpoBeneHHs CIPIMOBAHUX CXPELYBaHb
2. J1aroTh YHCIICHHUX HaIaJKiB

3. [omipHe Mou(DiKyBaHHS O3HAK Ii]{
BILJIMBOM YHMHHHUKIB JOBKIIA

4. HeBenuka KUIbKICTh IPyH 34ETJICHHS

5. KopoTkuii ’KUTT€BUN ITUKJI, IIBUKA 3MiHA
IIOKOJIIHb

JIrooguHa

1. MoxnuBicTh BUOOPY 3 MOMYJISIIT
MOJIPYXKHIX TMap 13 03HaKaMH, SKi I[IKaBISATh
JOCHITHUKA

2. [Tix6ip nocTaTHROI KiNBKOCTI POJUH 13
MEBHUMH O3HAKaMH

3. Bucokuii cTyniHb (peHOTUIIOBOTO
noyiMopdizmy

4. ®eHOoTHUIl BUYEHO Kpallle, HIXK Y 1HIINX
00’€KTiB

5. I'pyn 3uenienns — 24. KapryBanHsd
XPOMOCOM JIFOAWHH (METO T10puaizamii
COMATUYHUX KIIITHH)

6. TpuBaiCTh )KUTTS JIOUMHU CIIBCTaBUMA 3
TPHUBATICTIO KUTTS IOCITITHUKA

7. 3MiHa TIOKOJTiHB BigOyBaeThes yepes 25-30
pokiB. OJJHOYACHO MO>KHA CIIOCTEPiraT

3-4 MOKOJIHHS

2. MeToau BUBYECHHS CIATKOBOCTI JIOAUHU

Haii6inb1 po3noBciokeHi

e [luroreHeTnyHU
* T'eneasoriyHuit




*  MonekynsapHO-TeHETUYHU I
*  bau3HIOKOBUI

* bioximiunuit

* TlonynsuidHO-reHETHIHUN

Pinko BUKOPHUCTOBYIOTH *  Jlepmarormidiku

* ImyHOreneTnuHmit
» T'iOpupizaliis COMATUYHUX KIIITHH

CyuacHuit *  MoxaenroBaHHs

* T'iOpuau3ariisi COMAaTUYHUX KITITHH
* ['eHHa iIHXXEHEpIA

IcTopist po3BUTKY reHeTHKH JIIOIMHU
1865 — Benmka HaykoBa npatss MeHaens
1866 — eBrenika — Hayka Ipo YUCTOTY T€HO(POH/TY JIFOJICTBA, 3aCHOBHUK — [ aJIbTOH.
biomerpuuni meTonu
1910 — xpomocomHas Teopis cankoBocti Moprana. CTBOpEHHS IUTOTCHETUKU
1956 — BcTaHOBJIEHO TUILIOIAHE YMCIIO XpoMocoM Jroaunu (Tuifo, JleBann)
1959 — BcranoBneHo npuurHy xBopoou [layna (JIexen)
I"appon, binn, TeliTym 3aknanu OCHOBU 610XIMIYHOTO METOAY
60-Ti pokn XX CT. — IHTEHCUBHUH PO3BUTOK T'€HETHKH JIIOAUHU (PO3MU(PPOBKA TEHOMY
JIFO/IMHU, TOCATHEHHS TEHHOI 1H)KeHepii B mpoQiIakTUIl, JiarHOCTHUIII Ta JIIKyBaHHI
CITaJIKOBUX 3aXBOPIOBAHb)

TEHEAJIOTTYHHUH METO/]

«Genos» — MoXoKCHHS

Merton ckinananHs it aHamizy pooBoiB. BiB4ae 3aKOHOMIPHOCTI mepeaayi CaJKoBUX O3HAK y
pAILy MOKOJIHb. YBiB y reHeTuky Hanpukiii XIX ct. ['anpToH. Moke 3aMIHUTH T10pHUI0TOTIHII
MeTOT (HEMPUIHATHUN JUISI BABUECHHS T€HETUKHU JIFOMHH )

1)
2)

3)

4)
5)
6)
7)
8)

Lisi BUKOpHCTAHHSA IreHeaJoriYHOro MeToaYy:
BusHaunTy, M € BUBYaeMa O3HaKa CIIaIKOBOIO
VYcraHoBUTH TUN yenaJKyBaHHs 03HakH (A-Jl (ayrocoMHO-oMiHaHTHMI), A-P (ayT.-
pereCUBHHUIN)
VYcraHnoButH 3ueruieHe ycnaakyBanHs (X-/] (nomiHaHTHMM, 3ueruieHni 3 X-XpOMOCOMOIO
TUN craakyBaHH:), X-P (perecuBHMid, 34enieHnit 3 X-XpoMOCOMOIO THII CIIaJIKyBaHH))
BusHauuTy NEHETPaHTHICTH aJlesst
BuBunTi MexaHi3MH B3a€MOii TeHIB
VIMOBipHiCTb MOSBY 03HAKHM Y MPOGAHIa, HOro MalGyTHIX jiTeil
BuBYMTH iIHTEHCHBHICTH MYTAIlIITHOTO MIPOLIECY
[To sxiit niHIi mepenaeThesi 03HaKa (6aTbKIBCbKOT a00 MaTEPUHCHKOT)

CrBopenmuii karanor Bikropa Mak-Ksiocika (3 1966 poky) i3 onucanaam 12,5 tuc. penotumnis (a1
10 THC. yCTaHOBJIEHO THII YCIIaIKyBaHHS)




YMOBHI TO3HAYKH, sIKi BAKOPUCTOBYIOTh IIpH cKiIagaHHi pogosoais (FOct, 1931)
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[IpaBuna ckaanaHHs pOJOBOAY
1. PoioBig moYnMHAOTh CKJIagaTH 3 MpobaHaa
2. KoxHe MOKOJIIHHS HyMEpYIOTh PUMCHKHMU I pamMHu 3I1iBa
3. CuMBOH, K1 TO3HAYAIOTH OCOOMH OJTHOTO MOKOIIHHS (CHOCIB), pO3TAIIOBYIOTH 32
TOPU3OHTAILIIO Ta HYMEPYIOTh apaOChKUMH U pamMu
OcHOBOIO poJI0BOAY € IpOo6aH — 0co0a, 3 AKOT MOYUHAIOTH JIOCIIIKEHHS POAUHU
Tunu ycnadKyeanHus 2eHHUX 3AX60PIOGAH:
1) ayTOCOMHO-TOMIHAHTHHIA
2) AyTOCOMHO-peLeCUBHUN
3) X-3uerieHui JOMiHAHTHHUI
4) X-3ueruieHuil perecuBHUN

5) Y-3uerutenuii THIT
ABTOCOMHO-/IOMIHAHTHUM TUI yCIIAJAKyBaHHS
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AyTOCOMHO-TOMIHAHTHUI THN YCNAAKYBAaHHS XapaKTePU3Y€EThC TAKUMHU 03HAKAMM:

1. OsHaka cocTepiraeThCsi B pOJIOBOJI MO BepTUKAITI (ITEPEAAETHCS 13 TTOKOIIHHS B
nokoJiHHs). [Ipu BITHOCHO BENUKIM KUTBKOCTI CHOCIB — 1 IO TOPU30HTAJI.

2. XBOpitOTh OCOOMHM YOJIOBIUOT Ta )KIHOYOI CTaTi B OJTHAKOBOI Mipi.

3. OnuH 3 0aThKIB, K MPABUIIO MAE O3HAKY (XBOPHIA).

4. VIMoBipHiCTB MPOSABY 03HAKH y HAIIAJKIB CTaHOBHTH 50%-100% (IpH reTepo3HroTHOCTI
onHOTO 3 6aThKiB — 50%, 75% - pU TeTepO3UTrOTHOCTI JBOX OaThKiB, 100% - mpu
TOMO3UTOTHOCTI OJTHOTO 3 0aTHKIB.

5. ¥V ocobun 6e3 BU3HAUEHOI O3HAKH, SK IPABUJIO BOHA Y HAIA/IKIB HE TPOSIBIAETHCS (IpU
YMOBI HEITOBHO1 IIEHETPAHTHOCTI 1 BapiaOeabHOT EKCIIPECUBHOCTI MOXKE MEPEIaBaTUCS Yepe3
MIOKOJIIHHS

Ipukiaanu:

Axonapomnia3isa A-J{

A-JI tun ycnaaxkysaHnss, yactota 1:100 000;

BUHHKAE BHACIIZIOK MyTallii (de novo).

DEHOTHUITIOBO MTPOSBIIIETHCS MOPYIICHHSIME CKeJIeTy (IOPYIIEHHS! YTBOPESHHS XPSIIIIOBOT
TKaHWMHU B emnigizax TpyOuacTHX KiCTOK, KICTOK Yeperry)

[Tpomopiit GOTPHOTO axOHIPOIUIA3Vert
Y 3I0POBOTO CBEPCTHIIKA

Beabrbie axeHapennazuen

9 ner 9 ner 12 nev

Boasuaa C. 7 sem. [Tuaznos axoudponsasus, poom 97 cu.
Iepexpécmuoe yosunenue dedep u 204eHell Ha 22 CM, YOAUHEHUE H1ed
Ha 10 cu. Pocm 148 ow. fe aon
Bpau.

Metoauka
TIapaUIeTbHOTO
YIUTUHEeHUS
obeux roneHu
boavraa I, 6
aem

XapakTepucTHKa POAOBOAY

1. XBOpi B KOXKHOMY MOKOJIIHHI1

2. XBopa IUTHHA B XBOpUX OaTbKiB

3. XBOpiIOTh NPEACTaBHUKHN 000X cTaTei

4. BusiBNeHHs 03HAKH CIIOCTEPIraeThCs 3a BEPTUKAIUIIO Ta TOPU3OHTAIIIIO

5. ImoBipHicTs yenaakyBanus: 100 % (xoda 6 oxuH 13 6aTbKiB — TOMO3UTOTa), 75 % (00MABA 6ATHKM
—rereposuru), 50 % (oauH 13 6aTHKIB — reTEPO3UTOTA)



XapakTepucTHKA POI0BOAY NPH ABTOCOMHO-PELleCHBHOMY THIIi YCIAIKYBAHHSA

1. XBOpi HE B KOXKHOMY ITOKOJIIHHI

2. XBopa AUTHHA-TOMO3UTOTA (aa) HAPOIKYETHCS B 3OPOBUX OATHKIB-TETEPO3UTOT (Aa)

3. XBOpIIOTh MPEICTaBHUKH 000X CTaTei

4. BusiB 03HaKH CIIOCTEPTa€ThCS 32 TOPU3OHTAILTIO (XBOPIIOTH CHOCH — PijIHI, TBOIOPIJIHI).

5. ImoBipHicTh ycnaakyBaHHs: 25 % (o0uasa 6aTbku — retepo3urotn), 50 % (onuH i3 6aTbKiB —
reTepo3uroTa, Apyrui — pernecuBHa romo3urora), 100 % (oOuaBa 6aThbKM — PEIICCUBHI TOMO3HUTOTH )
6. [Ipuknanu: peninkeronypis (PKY), anpb6inizM, cepnonogioHo-kmiTHHHA aHemis (CKA),
MYKOBICIIMJI03, TajakTo3eMis, xBopoba Tes-Cakca, xBopoba Binbcona-Konosanosa,
aJIPCHOTCHITAIBHUN CHHAPOM, MYKOIIOJIiCaxapuI031 TOIIO

Deninkeronypis - nedext geninananin — 4 — rigpokcunazu. Onucana B 1934p., Bucoka yactora
3axBoproBaHocTi (1:10000...40000)

>

PIBUIIICHA 30YIITHBICTB,

Preppeduiekcis Ta MiABUIICHUI TOHYC M S31B, TPEMOp,

SYIIOMHI eIUICNITOITHI HaIta Iy,

PRI3HIIIE PO3BUBAETHCS MikpoIiedatisi, po3yMOBa BiJICTANICTh,

¥ K TIOKPUBIB, BOJIOCCS, PaliIy’KHOI 0O0JIOHKH OUeH.

XapakTepucruka X-34eIJ1€HOT0 PelleCHBHOIO TUILY YCIIAAKYBAHHS
1. XBopi HE B KO)KHOMY IOKOJIIHH1
2. XBOpa JUTHHA HAPOHKYETHCS B 3J0POBHUX OAaThbKiB (KIHKH I'€TE€PO3UTOTHI HOCIT MyTaHTHOTO
TEHY)
3. XBOpIIOTh MEPEBAKHO YOJIOBIKH
4. BusiB 03HaKH CIIOCTEPIra€ThCs MEPEBAYKHO 32 TOPU3OHTAILIIO
5. ImoBipHicTh yecnaakyBaHHs: 25 % ycix aiTei, y TOMY YHCJI1 — ITOJIOBUHU XJIOITYHUKIB
6. 3710pOBi HOJIOBIKK HE MEPEal0Th XBOPOOY AITAM



7. Jlesiki O3HAKH B PIAKMX BUMAIKAX MOXKYTb IIPOSIBIIATUCS Y JKIHOK (HE JIETaJIbHI 03HAKH,
HaIPUKJIIAJ], 1aJTbTOHI3M)

8. Ilpukiiagu: reModinisi, JATBTOHI3M, PO3YMOBA BIICTAICTb 13 JIAMKOIO X-XpOMOCOMOI0, M’S130Ba
nuctpodis Hromenna, cuaapom Jlema-Haiixana
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Ilpuknaou: Cnaokogsi xeopoobu nypunis i nupumuoinie.
Cungapowm Jlema — Haitsina. Yactora 1 : 300000. Tun ycnankyBanus Mmoxxe oyt X — P, A —P.
Y XBopuUX criocTepiraeTscs HecTada pepMeHTy, HeoOxinHoro s cuaresy JJHK
(rimokcarTuHpochopubdozunTpanchepasn).
B cedi XBOpHX HAKOMTUYYETHCS CEYOBA KUCIIOTA.

@DeHOTUIIOB] MOPYILIEHHS:

> pO3yMOBa BiICTaNICTh, CHMIIATHYHI Mapaiyi, miJBUIIeHa 30YAITUBICTb,
> TIOpPYLICHHS ITYPHHOBOTO OOMIHY,

> arpecHuBHa MOBEIIHKA,

> HUPKOBOKaM’siHa XBOPOOa (HAKOIIMYEHHS YPaTiB

i\

v P \
XapakrepucTuka X-34€MJIeHOr0 JOMIHAHTHOIO THITY YCIAAKyBAHHSA
O3Haka 0HAKOBO MPOSBISAETHCS SIK Y YOJIOBIKIB, TaK 1y KIHOK.
O3Haka NposIBIIETHCS B TE€TEPO3UTOTHOMY CTaH1 y )KIHOK, Y YOJIOBIKiB — B T€Mi3UTOTHOMY CTaHi.
VIMOBipHiCTb MOSABY 03HAKH y JiTeil CTAHOBHTH 25-50% IIpH TeTEepPO3UTOTHOCTI MaTepi.
JKinka Moske mepenaBaty Iieil reH OJOBUHI I0UOK 1 TOJIOBUHI CHHIB (ITpu reHoTumi — XAXa ,
IMOBIPHICTb Mepe/iaBaHHsT X-XpPOMOCOMH 3 IOMiHAHTHUM MYTaHTHHM TeHOM - 50%).
5. T'emizurotHi yonosiku (XAY) nepenaroTs 1€l reH 3 XXpoOMOCOMOIO TiIbKU JOYKaM, CHHH, SIKi
MAalOTh y CBOEMY IT'€HOTHUII TUIBKH OJHY MaTEpUHCBKY X-XpOMOCOMY, 1IeH I'eH Bij OaTbhKa
yCHaKyBaTH HEe MOXKYTh (MMOBIPHICTh yCraJKyBaHHs 03HaKH — 25%)

IIpuxnagu: TeMHa emainb 3y0iB, BiTaMiH D-pe3aucTeHTHHI paxit

oY

297

T

3a TaKuM TUIIOM YCIIaJIKOBYIOTHCS MEPEBAKHO XBOpoOU — rinodocdareMidHmii paxiT, "3as4a
ry6a", ¢omikynspHuil rinepkeparo3 (HagMipHE 3pOTOBIHHS €MifepMicy IIKipu), OCepeaKoBa



rinoruiasist (HeIOpO3BUHEHICTh OpraHy abo HOoro 4acTHHM), IJISIMHCTA XOHIPOAMCIUIA3isa (aHOMAaTii
MEPETBOPEHHS XPSIIOBOI TKAHUHU Ha KICTKOBY), TEMHA eMaJjib 3y0iB Ta iH.

ToukoBa (MISAMUCTA) XOHIAPOAMCIUIA3IS - MAi3eMOpIOTeHe3 CIIOJIyYHOI TKAaHWUHH, IO
CYNPOBOKYETHCS YTBOPEHHIM TOYKOBHX KaJbIlM(iKaTiB B emidizax, 30H1 IUIACTUHKU POCTY KICTOK 1
B MEpIapTIKYSIPHUX TKAaHUHAX, B PE3yJbTaTi 4oro BifOYBAa€TbCSA CKOPOYEHHS KIHIIBOK (YacTo
CUMETPHUYHE), PO3BUBAIOTHCS 3TMHAIbHI KOHTPAKTYPH, JeopMallii CTOIT 1 BAKPUBIICHHS XpeOTa.

Puzomennveckan
XOHApoAucnnaans

i

Y-34enieHHi THII YCIIAIKYBAHHS XapaKTepu3y€eThcsl TAKUMH o3Hakamu: (lonanapuyHuii THn
yCHaAKyBaHHS)

1. XBOpi B yCiX HOKOJIHHAX

2. XBOPIIOTH JIUILIE YOJIOBIKH

3. Y xBoporo 0arbka XBOpPi BCi CHHH

4. ImoBipHicTh ycnaakyBaHHs xyiomuukamu — 100 %

[puxnaau: rinepTpuxo3 KpaiB BYIIHUX PAKOBHH i CEpeIHIX (aslaHT HMalbIiB, CHHAAKTUIIS MajbIIiB

HIT

MyrTanisiMi B OIHOMY 3 I'€HIB, PO3TAlIOBaHUX Ha Y-XpoOMOCoMi, 0OyMOBIIEeHI Jiesiki (popMu
ixTio3y (pu0'sua mKipa), i 30BCIM HEUIKI[UIMBUN O3HAKa - OBOJIOCIHHS BYIIHOI pakoBUHH. O3HaKa
nepefaeTbes Mo 4oJoBiviil JiHii. B Y-XxpomocoMi € reHu, BiJNOBiJaJibHI 32 OBOJIOCIHHS BYLIHOI
pPaKoBHMHHU, CIiepMaToreHes (azoocmepmis), iHTeHCI/IHTB DOCTY TiJa, KiHIIIBOK, 3y0iB

—




Monazae y ausYyeHHi
6ausHam. B ocHogHomy
o0Hosliyesux,'maK sk eoHuU
noxodame 3 oQHieil 3uzomu.
Aocnidxcyro4u maki
Op2aHi3MU, MOXCHA
3’Acysamu posnb YUHHUKIB
0oekKinna y hopmyeaHHi

BJIM3HIOKOBHH METO

Bnu3HiokoBUit METOA — METOA
OL[IHKM CﬂIBBl,l]HOCHOI pOJ’lI
CnaakoBOCTi | cepeaoBuLIa y
CTaHOBIEHHI cheHoTHMNY,
3aCHOBaHMWN Ha NOPIBHAHHI:
— OAHOAWLEBUX i ABOANLIEBUX
OnNuU3HAT;
— [Map napTHepiB B MOHO3UIOTHUX
napax Mix coboto;
— [aHuX aHaniay GnuaHoKosoi
BUBIpKY 3 3aransHoi nonynsayii

ocobuH: pi3Hull xapakmep
IXHbO20 8NAUBY 3YMOBAKE
po36incHocmi y npoAsi mux
Yu iHWUX CMaHie MesHux
O3HAK.

Merton yBiB y ipaktuky ['ansron y 1876 poii. Bin 103BoJsi€ BU3HAYUTH POJIb TCHOTUITY Ta YNHHUKIB
CEPEIOBHINA Y MPOSIBI 03HAKH. PO3PI3HIIOTH MOHO- Ta MTU3UTOTHHUX OnHM3HIOKIB (BigmoBigHo Mb i 1b).
MB po3BuBarOTHCs 3 OAHIET AUIICKTITHHU, MatOTh 100 % ogHAKOBHX T'€HIB, 3aBK/IM OAHIET CTATI, B HUX
30iraroTbcsi TPYHH KpOBi, Komip oyei 1 aepmartormidiuxi BizepyHku /b posBuBaroTbes micis
3aIUTiTHEHHS JEKTbKOX SIMIEKIIITHH, SIKi JI03PUTH OHOYACHO, 1 MAIOTh PI3HUI T€HOTHIT

JAn3urorHi 0JJU3HIOKH

Two cherins

"
o

Dizygotic
(Dichororyc, Cramriotic)

st BUKOpUCTaHHS OJTU3HIOKOBOTO METOY MOTPIOHO:

>

MocTaTHs KUTBKICTh OJM3HIOKOBUX T1ap.
HociiKkyBaTl MOHO3UTOTHUX Ta IU3UTOTHUX OJU3HIOKIB.
Brentudikairisi OJTU3HIOKIB.
BukopucroByBarn HajiliHi KpuTepii 3UrotHocti (Mopdosoriyni, O6ioXiMiyHI, IMYHOJIOTIYHI,
Hepﬁé@ggfmlgy}mﬂﬁHocﬁ ONM3HIOKIB — KOHKOPJAAHTHiCTB, BIJICOTOK BIJIMIHHOCTI —
AUCKOPIAHTHICTH

Konxkopnanthicts y Mb Buma, Hix y J1b

JIJIst OIIHKH POJIi CHIAJIKOBOCTI i CepPeIOBUINA B PO3BUTKY O3HAKHA BUKOPUCTOBYIOTH (hOPMYITY
XoJbUMHIEpA:

KMb (%) — KJIb (%)

100- KABb (%)
101  SIxmio HacHiAOK po3paxyHKY HAOIMKAETHCS 110 1, TO OCHOBHA POJTb Y PO3BUTKY O3HAKH
HAJICKUTh CHAJKOBOCTI, 1, HABMAKH, YUM OMMKUMiM pesynbTar A0 0, TUM OulblIa pojib YMHHUKIB
CepeIoBHIIA




P03BHTOK MOHO3MIOTHHUX Ta JU3UTOTHHX OJIM3HIOKIB

AL v
MN\& | 1 siAuexnerxa ( \ )
./ 1cnepmarosonn O\ &
- ) 2 aduexneTku
2 cnepmartosonga

4
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st inenTHdiKallii OJU3HIOKIB 3aCTOCOBYIOTh HACTYITHI METOIH:
1. Tlonicumnromuuii Meton I'. CumeHnca (peHOTHIIOBI MOKa3HUKH: MIrMEHTAallis, (hopMa BYLIHOT
paKoBUHH, HOCY, TYO, Tijla Ta iH.; MaNUISIPHI BU3EPYHKH.

2. InenTudikaiis 3a epUTPOLUTAPHUMH 130aHTUT€HAMH, 5IKI MatoTh 100% MeHeTpaHTHICTb.
3. Jocmimkennas cnuau Ta cMaky (H., aytnuBocTi 1o geninriokapbaminy).
4. Enextpodope3 cupoBaTKH KpOBI.
5. Peakuis 6nact-Tpancdopmartii B 3mimmanii Kyasrypi giMdonuris. TpaHCIUIaHTaHTHUHR TeCT
(mepexpecHa nepecajika HIKipu).
6. AHKCTHHI METON
KonkopaanTtHicth (y %) 1eIKMX 03HAK JIOAUHH Yy Osu3HaTr (MZ, DZ.)
Ozmaxy | MZ [ DZ
Hopnmansrii
T'pyma xpoei ABO, Rh 100 46
Kouip oueii 99,5 3
Koutp pomocea 97 23
TTaminsapHi BizepyHKH 92 40
AxTHBHICTS Kapboamripan ') 47
IFamonosiauri
Jiaber 84 16
Hop omap it Tporabos 26 13,8
Kmnuonoricte 32 3
Ap TepianbHa rinepToHis 25 94
Poawimma ryén 33 ]
TIpupomxerndi eueHx 41 3
TTap ami THYHERA M0JHoMIETIT 36 6
Bpomdamsua actva 19 48
Kip 98 9
Enigevivsnsi mapotar 82 4
Tybepiym o 37 15
Muchreprr 50 38
Eninencis 67 3
[0 dbperis 70 K]
Tinep rorin 262 10
BIOXIMIYHI METO/IH

CrpsiMoBaHi Ha BUSIBIIEHHS 010XIMiYHOTO (PEHOTHITY OPTaHU3MY.

3aCTOCOBYIOTH IS J1IaTHOCTUKH T€HHUX XBOPOO, MOIIYKY HOBUX MYTAHTHUX aJIeIIiB.

O06’exTamu 610XIMIYHOI 11IarHOCTHKH €: ceya, IIT, Jla3Ma U CUpOBaTKa KpoBi, (hopMeHi
€JIEMEHTH KPOBI, KYIbTYpH KIITHH ((PiOpodracTh 1 TiMPOINTH)

Mertoz 3aCHOBaHMI Ha BUBYCHHI AKTHBHOCTI (pepMeHTHHMX cucTeM. [ 1b0ro
3aCTOCOBYIOTH XpoMaTorpadiro, (GparoopuMeTpiro, paaioiMyHOJIOTIYHI i iHIIT METOIH, SIKi



JI03BOJISIIOTH BUSBIIATU FeHHI MyTalil — NPMYUHYU NOPYLIEHHsSI 00MiHY pe4OBHH
(¢pepmenTonarii); MOXXYTh 3aCTOCOBYBATHCS SIK €KCIIPEC-METOIN
[IpoBonsars y JIBA ETAIIN:
I etan — CKpUHIHT (aHIVI. Screening — MPOCIIOBAHHS) U1 BUSBIICHHS «TPYIH PU3HKY»
I etan — yTOYHEHHS JiarHo3y
Knacugikanis BOO3 cnagkoBux XBopo0 — nopyueHb 00MiHy pe4yoOBHH:
. IOPYIIEHHS! OOMiHY aMiHOKHUCIIOT ((PEeHIJIKETOHYpisl, TAPO3MHO3, alIb01HI3M, aJIbKATOHYPIs),
. TIOpYIIIEHHSI 0OMiHY BYIJICBOIB (TalakTO3eMisis, GpyKTO3eMis),
. IOPYIIEHHS OOMIHY JipmiiB (JIimigo3n),
. TIOPYIIIEHHS CTEPOiTHOTO OOMIHY
. IOPYIIEHHS! OOMiHY ITypUHIB Ta MUPHUMIHHIB,
. TIOPYIIIEHHSI 0OMiHY PEUYOBHH B CIIOJIYYHOT TKaHWHI, M s3aX Ta KICTKax,
. IOPYIIEHHS! OOMIHY CTPYKTYpH rema Ta nopgipusa,
. IOpYILIEHHSI OOMIHY B €PUTPOIUTAX Ta MOPYIICHHS iX CTPYKTYpH,
. aHOMaJTii OOMiHY MeTaliB,
10. XxBopoOH — MOPYIICHHS TPAHCHIOPTY PI3HUX PEYOBHH (AEPEKTH TPAHCIOPTY),
11. xBopoOi — mopyIIeHHsI CTPYKTYpH Ta (yHKIIT (hepMEHTIB Ta OLIKIB TUIa3MHU.
CnaakoBi 1eeKTr MOKYTh OyTH AiarHOCTOBAHO:
1) nuIgXOM BH3HAYEHHS NOPYIICHHS CTPYKTypH Ouiky (H., remoro6iHiB, (GepMEHTIB), sKi
YTBOPHWJIKUCS BHACTIIOK MYTallii;
2) TpU BU3HAYCHHI MPOMDKHHX MPOAYKTIB OOMiHY (iepuBariB a00 MiHOPHUX PEUYOBHH), SIKi €
HACJIiJIKOM T€HETUYHOTO OJI0KY MeBHOI peakiii 0OMiHy ( Ui JIarHOCTUKU €H3UMO- 200
dbepmeHTomaTii)

O 00 1N DN K~ W —

IQHTOTEHETHYHHH METO
B 1956 poui [Ix. Tiito i A. JleBaH 3amporoHyBajau HOBY METOJJUKY BUBYCHHS KapiOTHITY
JIFOJIMHU, TAKO’K BCTAHOBWJIM KUIBKICTh XpPOMOCOM B KapiOTHUII1 JIIOAUHU
T. Kacniepcon (1969) po3po6uB metonuky nudepeHIiitHoro 3adapBieHHs XpOMOCOM
LumozeHemuyHuii rpyHmyemecs Ha
docnidxeHHi | ocobnusocmeli Kapiomuny -
xpomocomHo20 Habopy opzaHiamie. Mozo
BUBYEHHA 0Q€E 3mMo2y eusenamu. mymayii,
noe’asaHi 3i 3amiHamu, AK KinbKocmi xpomocom,
mak i cmpyKmypu  OKpemux i3  Hux.
Kapiomun 0ocnidxcyrome y KaimuHax Ha cmadii
memadpasu, 60 e yeil nepiod KNIMUHHO20 YuKy
CMpyKmypa XpoMoCOM BUpaXdteHa Hal4vimkiwe.
MeTtoa nocaigxeHHs: X-CTaTeBOro XpOMaTHHY B COMAaTHYHUX KJIITHHAX
3actocyBanu y 1949 poui — bapp 1 beptpam

Byrno 3’scoBano, 1110 y KIHKH CIIpai3y€eThesi X-XpOMOCOMA Y BUIIISAII JUCKOTIOAIOHOTO TiMIbLIs
17 sIIepHOI0 MEMOPAHOIO B IHTEpPazHOMY sIIpi

[HakTHBaris X-xpoMocoMu BinOyBaeThes Ha 16-19 100y eMOpioHANBHOTO PO3BUTKY (meopis
Mapii Jlation, 1961), Mmae BUIQAKOBUIN XapaKTep, y BCIX HAIIAJKIB II€1 KIITUHU 1HAKTUBYETHCS Ta XK
XpoMocoMma.

Bona nirHoctyeThcsl B emiTeNiallbHUX KIITUHAX CIM30BOi OOOJNIOHKM IOKU (OyKKaJbHUN
cocko0), HeliTpodinax KpoBi («OapabaHHI TATUYKN)

JlaHUM METO/I0M MOJKJIMBA €KCIIpec-A1arHOCTUKA XPOMOCOMHHX XBOPOO 31 3MiHOIO Yncia X-
xpomocom — cunapoMm lllepemescrkoro-TepHepa, Kiaiindensrepa, «cymepkiHKH»; B CYIOBIH
MEIUIIHI — SIK eKCIIpec-A1arHOCTUKA CTaTi MpH repMadpoanTU3Mi

HuToreHeTuyHuii MeTO/ 11e: OCHOBHHUI METOJI IIarHOCTUKH XPOMOCOMHHUX XBOPOO.



3aBIsIKM HHOMY MOXKHA BHMBYATH KapiOTHN JIOAWHU (3MIHM KiIJIBKOCTI a0 CTPYKTypH
XPOMOCOM)

s boro oTpUMYKOTH MeTada3Hy IUIACTHHKY 3 KIITHH YEPBOHOTO KICTKOBOTO MO3KY,
¢$16po06acTiB, JICHKOIIMTIB TOIIO Ta BUBYAIOTH Kapiorpamy.
Humozenemuunuii memoo exouac:
a) KapiOoTUITYBaHHs (BCTAHOBJICHHSI Ta aHAJII3 KapiOTHUITY);
0) nudepeHiiiiHe 3a0apBIECHHSI XPOMOCOM;
B) BU3HAYCHHS CTaTEBOTO XpOMaTUHY (Y— XpOMaTHHY, X—XpPOMAaTHHY)

Meradazna njiacTuHKa

R IR IR TEY

K& B KA NK BX nK X
"N DA 66 XK KA A&
L x_x

Y Ry
X-crareBuil XxpOMaTuH

B emitenianbHUX KIITHHAX 31 CIIM30BOT 00OMOHKY MIOKH (OyKKaJIbHUN cOCKOO) Tible bappa mae
BUIVIS TEMHOT TPYI0YKH 011 IA€pHOT O0OTIOHKHI

v

¥

8%

V uelitpodinax (Ma3ok kpoBi) Tuible bappa Mae Bumsa “6apabaHHoi manuyku’”

8

KapioTun moauHu 13 pi3HOIO KUIBKICTIO X-XpOMOCOM (1HAaKTUBOBaHI XpOMOCOMH B €IITETIaIbHUX
kiiTuHax (A) ta Heirpodinax (b))

TImRElr™h

X XpOMBCOM Rapiomm
TlosoBik - 46. XV
. Cmma JRimma - 45, X0
X - pasvoconma (canapom  TepEepa
OIcpcemrencLiora)
ol itk - 46, XX

- XpoMocodE Tloa0nik - 47, XXV

(CHEAPOM IXTAREGeILTEpa)
ZKlaka - 47, XXX
(TpHcoMiA X)
omaonix - 48, XXXV

(ennapav Koaindennrepa)
imea - 48, XXXX
(noicomin X)

Honnkik - 49, TAXYY

(cunppom Kimiinde threpa)

Tpr

X - XpoMOCOMIL

HoTupn
X wpaviocoMn
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HurorenernyHuii METOX 103BOJISAE€ BCTAHOBUTH
a) KIJTBKICTh XpOMOCOM y KapiOTHITi;
0) TeHeTUYHY CTaTh OpraHi3my;
B) HasSIBHICTh XpOMOCOMHHUX a0epalliif Ta ix Jokaizalio.
Bce ne 103BoJIsI€ IiarHOCTYBaTH XPOMOCOMHI XBOPOOH JIIOIMHHU

OroopecieHTHUM 3a0apBIECHHSAM AUISHKHA JOBroro ieda Y -XpoMOCOMH aKpUXIH-1TPUTOM J1a€
MOXIIUBICTB MOOAUUTH 3€JICHYBaTE TUIbLE, 0 ICKPABO CBITUTHCS
[{lruM MeTOIOM MOJKHA JIarHOCTYBAaTH CUHIPOM «CyIepuosioBika» — kapiotur: 47, XYY

nonyJIAANIHHO-TEHETHYHHH METO/]
HanpsiMku BUBYEHHSI:
— AHaJi3 TeHEeTUYHOTO CKJIay MOMYJISIIiN JTFOMUHH.
— Amnani3 npu4uH, SKi IPUBOIATH 10 3MiH TeHODOHTY.
J103B0JISI€ BUBHAYHUTH:
— TeHo¢oH] Ta aeao(OHI MOMYIISIIH JTIOIUHH,
— YaCTOTH T'€HIB Ta iX aJleiB B MOIMYJIAIIsX,
— BHU3HAYUTU TEHETUYHHN TOTIMOP(]I3M MO,
— YaCcTOTH NEBHUX MYTAaHTHUX I'€HIB, aJICJiB B MOMYJISAILIII,
— YaCTOTH BUHUKHCHHS HOBUX MYTaIlil.
I'eneTyHUMIA CKJIa] NOMYJISIiH JIIOIMHI BU3HAYAETHCH:
— CHCTEMOIO IILTI00IB,
— (akropamu, SIKi 3MIHIOIOTh YaCTOTH I'€HIB

METO/] JIEPMATOIJII®IKH (gliphe — pucysaTn)
lNanpron (1892 pik) knacudikyBaB BI3epKyHKH Ha MOTYIIEUKAX HaJIbLIB (JIAKTHI0CKOIIIs),
PUCYHKHU Ha JOJNOHSAX (112JILMOCKOIIIs) Ta Ha MOIOIIBEHHIN MOBEPXHi (MJIAHTOCKOIis)
EninepmainbHi BUCTynu — rpedeHi (manuisipHi JiHii). BoHn MoxyTh 30mxyBaTHcs,
YTBOPIOIOYH TPUPAIiycy (1€7bTH).
Tpu OCHOBHI TUIH Bi3epyHKIB Ha nanbuax: Ayru (A) — 6 %, neti (L) — 60 %, 3aButku (W) —

YY ¥

3ABHTKOBI BizepyHKH

{f

Puc.6. BapiauTu BizepyHKiB najbis:

A—ginburen; B — cxemariane posraurysanss rpebisuie sinil Ta TpHpaniycis :
1 - KOHICHTPHIHHI Y30P; 2 - MeT/Is; 3 - Jyra.




BaxumBa xapakrepuctuka penbedy 10J0HI —  KYT atd. Bin 3’etHye Tpupaiycu B OCHOBI 2-
T'O MaJIbIISA, OCLOBUN JOJOHEBUN TPUPAALYC 1 TPHPaAJIiyC B OCHOBI S-ro manbiist. Y Hopmi KyT HE
nepepumrye 57°

HepmarormidiyHuii METOJ BUKOPUCTOBYIOTH SIK JIOMOMDKHHUH Y A1arHOCTHIII XPOMOCOMHHUX XBOPOO,
y BU3HAUEHHI 3UTOTHOCTI OJIM3HIOKIB, Y CYAOBIi MEIUITIHI

CnaakoBi XxBopoOM JTH0AMHM, iX KiIacuikamis
MonexynsipHi CriaJIkKoBi XBOPOOH.
XpOMOCOMHI XBOPOOH.
MynbsTudakropiaabHi XBOpoOH. XBOpPOOH 13 CMAIKOBOIO CXHMIIBHICTIO.
[TpuHIMIH TIarHOCTUKH CIAIKOBOT MATOJOT 1.
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HBopobu 31 CHAKOBOI CEWILHICTIO

MoHoreHnHi XBOpoOU MOAUIAIOTHCS HA TPYIH 3aJI€KHO BiJl XapaKTepy MOPYLICHb:

— eH3uMonarii (¢pepmeHTarii);

— Je(eKTH CTPYKTYpPHHUX OUIKIB 1 TPAHCIOPTHHX;

— TOpYUIEHHS IMUPKYIIOIOYHNX O1IKIB KPOBi; > T€HHI XBOPOOU 3 HEBIJOMUM NEPBUHHUM
010XIMIYHUM J1e(hEKTOM

MyabsTudakTopiajbHi XBOpoOM, a0o XBOpPOOM 13 CHAJKOBOIO CXHWIBHICTIO, OOYMOBIEHI

KOMOIHAI[I€}0 T HETUYHUX 1 HETeHETUYHHX (PAKTOPIB (30BHIIIHE CEPEJOBUIIIE).

___',...;Bma;muni tax Topu (!)l
"f’:__‘_‘ti)axropn cep eqoRHINa
MynbTudpakTopianeHi
XBOPOGH I onoei remm
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