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2. JlronnHa Ik 00’ €KT OOCIIHKEHHS

3. MeToan reHETUKH JIIOAUHU
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aymocoMHO-peyeCUeHUl mun ycnaoKy6anHs, X-3uenieHuil 0OMIHAHMHULL
mun ycnaokyeamHs, Y-3zuenjienuii mun ycnaoky8anHs, MimoxoHOpiabHuil
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1. OCHOBHI HAVYKOBI HAIIPAMKH PO3BUTKY CYYACHOI
I'EHETUKUA JIOAMHU

IluToreHeruka BHUBYAE XPOMOCOMHM  JIFOAUHHU, I1X  CTPYKTYpPHO-
(GYHKIIIOHANIEHY OpraHizailito, KapTyBaHHs, PO3pOOJIi€e METOIU XPOMOCOMHOIO
aHamizy. JlocATHEHHS [HMTOTEHETUKU 3aCTOCOBYIOTHCA [UIS  JIarHOCTHKU
XPOMOCOMHUX 3aXBOPIOBaHb JIOAMHHU.

Honyﬂﬂuiﬁna reHeTuKa z[ocni):m(ye TEHETHYHY CTPYKTYPY JIOICHKHX
nonynﬂum 4acTOTy ajeleu OKPEMHUX TeHIB (HOpMaJIBHI/IX 1 MaTOJIOTIYHUX) Y
nonymumx JIOACH, MPOTHO3YE 1 OI[IHIOE TEHETUYHI HACTIAKU 3a0pyIHEHHS
JOBKIJIJIS, BIJIUB aHTPONIOT€HHUX YHHHUKIB CepEeOBUILA HA O10JI0T1YH1 TPOLIECH,
10 MepedIratoTh y TIOACHKUX MOMYJIAIIAX (MyTaliitHuii porec). L1 qocmimkeHHs
J03BOJISIIOTh MPOTHO3YBATU YACTOTY JESKUX CIHAJKOBHUX 3aXBOPIOBAHb Y
MOKOJIIHHSX 1 MJIAaHYBaTU MPOPUIAKTUYHI 3aX0/IH.

BioxiMiuHa reHeTHKa BUBYAE IIJISXH pealtizailii reHeTUYHO1 iH(popMallii Bil
re€Ha 0 O3HaKH Ol0XIMIYHMMH METOJAaMHU. 3a JOMOMOIOI0 010XIMIYHUX METOIIB
PO3pO0JIEH] EKCIIPEC-METOIN JIaTHOCTUKH Py CIIaJJKOBUX 3aXBOPIOBAHb, Y TOMY



YUCJIl METOJM MPEeHaTaNbHO1 (JOMOJIOTOBOT) N1arHOCTUKH.

Po3pobka cuctemu 3axucTy TeHO(POHIY JIFOACH BiJa 10HI3YIOUOI pajiallii —
OJIHE 3 OCHOBHHUX 3aBJIaHb padialiiiHOI TeHETHUKH.

ImyHosioriuHa  reHermka  (IMyHOT€HETHMKAa) BHUBYA€  T€HETHUYHY
O0OyMOBJICHICTh IMyHOJIOTIYHUX O3HAK OpPraHi3My, IMyHHUX peakKiliil.

dapmakoJioriyHa reHeTtuka (papMakOreHETHKA) MOCTIIKYE TCHETHUHY
00yMOBJICHICTh PEaKIIiii OKpEeMHUX JIFOJIeH Ha JIKapChKi 3aCO0M Ta 110 OCTaHHIX Ha
CITaJIKOBUU arapar.

2. JIIOINHA K OB’€KT JOCIIJPKEHHA

Ha BiaMiHy BiJ KJIaCUYHUX 00’ €KTIB T€HETUKH, JTIOJUHA — CHEIUPIIHUIM 1
CKJIaJIHUI 00’ €KT reHeTUYHOro ananizy. CrnenudiyHiCTh JIIOUHU MOJISATAE B TOMY,
1110 BOHA ITOETHYE B COO1 3aKOHU OpTaHIvHO1 €BOJTIOMIT 1 3aKOHHM COIIiaIbHOTO KUTTSL
I'iOpuaoJioriuHmii MeTOX, OCHOBY SIKOTO CTAHOBHUTH CUCTEMA EKCIIEPUMEHTATBHUX
CXpEIlyBaHb, JJISI TIOJIUHA HENIPUUHATHUM.

ExcniepuMeHTanbHi 1mUIHOOM 1S JIOJUHU  HEMOXUIMBI. ['eHeTwuHi
EeKCIIEpUMEHTH Ha JIOAIX 3a00poHeHl. ICHYyIoTh W iHIII OCOOJIMBOCTI, SIKI
CTBOPIOIOTH TPY/IHOII TPY BUBUYEHHI CHAKOBOCTI 1 MiHJIMBOCTI JIOANHU .

OCHOBHI 3 HUX TaKI:

1. HENPUUHATHICTh HAIPABJICHUX CXPEIIyBaHb ISl TE€HETHUYHOIO
aHaizy,

2. HEMOJKJIMBICTh €KCTIEPUMEHTAIIBHOTO OTPUMAHHS MyTaIliif;

3. MI3HIH CTPOK CTATEBOTO JI03pIBAHHS Y JIFOIUHMU

4, MOB1JIbHA 3MiHA MTOKOIIHB (MprOM3HO Yepe3 25-30 pokiB). TpusamicTs

KUTTS JIIOJINHH, SIK 00 °€KTa CIIOCTEPEKECHB, MOKE TTEPEBHIIYBATH TPUBATICTh
JKUTTSA JOCIIIIHUKA.

5. MaJla YUCEJILHICTh HAI[aKIB,

6. HEMOXJIMBICTh CTBOPEHHS OJTHAKOBHUX YMOB JIJIsl PO3BUTKY HAIaKIB
BiJ pi3HUX HUIIO0IB Ta YMOB, SIK1 CyBOPO KOHTPOJIIOIOTHCS;

7. HEJIOCTaTHS TOYHICTh PEECTpallii CHagKoBMX O3HAK Ta HEBEIMKI
POIOBOIH,

8. CKJIQHUW KapioTum, sSKuil BkIoyae 46 xpomocoMm (24 rpymm

3yernyieHHs — 22 mapu ayTocoM, X-, Y-xpoMocoMmu). [Jyist mOpiBHSIHHS — Y
npo30dinu 8§ xpoMocoMm (4 TpyIu 3UETIICHHS).

Q. T HI BJACTUBUHN 3HAYHHUIA T€HOTHIIOBUH IMOJIMOP (13M, 1110, TTOPSI 3
PI3HMMH E€KOJIOTIYHUMHU 1 COLIJIbBHUMH YMOBaMH, OOYMOBIIIOE BUCOKY
CTyHiHb ()EHOTUIIOBOTO MOIIMOP(Di3My.

3. METOAU 'EHETUKH JIFOJMHU

Jlo OCHOBHHMX METOMIB, SIKi BUKOPHCTOBYIOTHCS B TEHETHIIl JIFOIAWHH,
HaJICKaTh:

— IreHEaJIOTIUHUH

— LIUTOICHECTUYHU;



— OJNM3HIOKOBH;

— MOMYJISAIITHAN;

— MOJIEKYJISIPHO-TEHETUYH1 METO/H.

I'eneanoriuynmii MeTo JT03BOJISE MOOIATH CKIQIHOII, SIKI BUHUKAIOTh Y
3B’SI3KY 3 HEMOJIMBICTIO ITOCTAHOBKH IIJIECIIPSMOBAHOTO CXPEIyBaHHs. SIKIIIO €
POJIOBOAM, TO MOXKHA, BUKOPUCTOBYIOUH CyMapHI 1aH1 AEKUIBKOX POJIMH, BU3HAUUTH
TUI yCHAJAKyBaHHS O3HAKH (IOMIHAHTHHH, pELIECUBHUMN, 3YETICHUH 31 CTATTIO,
ayTOCOMHUI), a TaKOX il MOHOT€HHICTh 200 MOJIITeHHICTb.

['eHeamoriyHU METOT 3aCTOCOBYETHCS:

1) 11st BCTAaHOBJICHHS CIIAJIKOBOTO XapaKTepy O3HAKH;

2) npu BU3HAYEHHI TUIY YCMAJKyBaHHS Ta IEHETPAHTHOCTI reHa;

3) npu aHasi31 3UCTICHHSA Te€HIB 1 KapTyBaHH1 XPOMOCOM;

4) npu BUBYEHH1 IHTEHCUBHOCTI MyTalliliHOTO MPOIIECY;

5) npu po3mmppoBIlI MEXaHI3MIB B3a€MO/I1i TEHIB;

6) Mpy MEIMKO-TEHETUYHOMY KOHCYJIbTYBaHHI.

Tunu MOHOTEHHOTO YCHAaAKyBaHHS, SKI BHUSBJSIOTHCS 3a JOIMOMOTOIO
TeHEeaI0TIYyHOTO METOY:

1. AyTOCOMHO-TOMIHAHTHHI THI YCIAAKYBAHHSA:

— 3axBOPIOBAHHS CIIOCTEPITA€ThCSI Y KOXXKHOMY TIOKOJIIHHI, TOOTO
MPOCITIAKOBYETHCS Y POJIOBO/II 32 BEPTUKAILIIO (OKPIM BUIAJKIB HOBOI MyTallii);

— MYTaHTHHH I'€H, [OB’SI3aHUN 3 ayTOCOMOIO, IPOSBIISIE CBOIO MIII0 SIK Y
TOMO3UTOTHOMY, TaK 1 T€TEPO3UTOTHOMY CTaHi;

— PU3UK HapOKEHHS XBOPO1 TUTHUHH, SIKIIIO XBOPUH OJMH 3 0aTHKIB, CKJIa/1a€
50%; — 3mopoB1 IHAWBIAW MalOTh 3JOPOBUX HAIAJIKIB;

—y XBOPOTO 1H/IMBI/1a XBOPHIA OJTMH 3 0aTHK1B, OKPIM BHUITaJIKiB HOBOT My TaIll;

— 00MJB1 CTaTl YPaXyIOThCS 3 OJIHAKOBOIO YaCTOTOIO.

3axBoproBaHHsi: cuHIpoM Mapdana, cuHapoMm PekiiHrxayseHa,
aXOHAPOTLIA3is.

2. AyTOCOMHO-pelleCUBHUI THI YCIIAJAKYBAHHS

— Tpu TUTI001 TBOX T€TEPO3UTOTHHUX HOCIIB OJJTHOTO M TOTO K PElIECHBHOIO
reHa MyTaHTa B cepeqabomy 50% aiTeil eHOTUIIOBO MOKYTh OyTH 310pOBHUMH, alie
€ HOCISIMH PEIIECHBHOTO MYTaHTHOTO T'€Ha;

—25% niTeit OTpUMYIOTh PELIECUBHUM I'eH B1J1 000X OaThKIB 1 0yAyTh ypaKeHi
CIaJIKOBHUM PEIIECCUBHUM 3aXBOPIOBAHHSIM (TOMO3UTOTH );

— 25% OyayTb 310p0Bi (PEHOTUIIOBO Ta TEHOTUIIOBO;

— 00UJIB1 CTaTl YPaKyIOThCS OJIHAKOBO;

— B PpOAOBOJI NpH TaKOMYy YCHaJKyBaHHI 3axXBOPIOBAHHS MOXKE
MPOCITIAKOBYBATHUCS 3a TOPU3OHTAILIIO, TOBTOPIOBATUCA Yepe3 OJHE a00 JIeK1IbKa
ITOKOJIIHb;

— Yy XBOpOTro 0aThbKa HApOKYIOThCS 370POB1 AITH;

— B pa3l KpPOBHO-POJMHHHMX MIIIOOIB MDK OaThkamu mpoOaHzia
CIIOCTEPITa€eThCs 301IBIICHHS YUCIIa XBOPUX Y POJOBO/IL.

3axBoproBanHs: Al'Cranakro3emisi, MyKOBICLU/IO3, TAJIACEMIsl, CEPITOBHU THO-
KJIITUHHA aHeMisi, XxBopoOa Tes-Cakca, anb0iHI3M Ta 1H.

3. X-3uenuieHui JOMiIHAHTHUI THUIIL:



— y XBOporo nmpodanaa o00B’sI3KOBO XBOPUI OJIMH 3 OaTHKIB;

— y XBOpOro 0aTbKa BC1 JOHBKHU XBOPI, @ CHHU 37J0POBI;

— y XBOpPOi MaTepi 0JIHAKOBA MMOBIPHICTh HAPOKEHHSI XBOPOI IOHBKH Ta
XBOPOTO CHHA;

— B 3/IOPOBUX OaTHKIB BCl IITH OyayTh 3/I0POBI;

— XBOPHX JKIHOK B 2 pa3u OUIbIIIe, HI)K XBOPUX YOJIOBIKIB.

3axBoproBanus: Gochataiader, cunapomu Perta, Koddina-Jloypi, ['onbis
Ta 1H.

4, X-34yenieHuii penieCUBHUI THII:

— 3aXBOPIOBAHHS CIIOCTEPIra€ThCS B UYOJIOBIKIB — POAUYIB MpoOaHaa 3a
MaTEPUHCHKOIO JIHI€I0;

— CUHH HIKOJIM HE YCIaJIKOBYIOTh 3aXBOPIOBAHHS 0aThKa;

— Y XBOpOTo 0aThKa BC1 OT0 IOHBKH 370POBI Ta € TETEPO3UTOTHUMH HOCISIMU
[IaTOJIOTIYHOIO T€HA;

— SIKIIIO JKIHKA € T€TEPO3UTOTHUM HOCIEM MATOJIOTTYHOTO T€HA, TO MOJIOBHUHA
il CMHIB XBOPI, a BC1 JJOHBKH 37J0POB1, TPUYOMY MOJOBHUHA JOHBOK — F€T€PO3UTOTI
HOCIi TaTOJIOTTYHOTO TeHa.

3axBoprOBaHHsI: HEIYKPOBUM jgiabeT, AeimuT TIII0K030-6-pocdar-
Aerigporenasu, M’ si3oBa nquctpodis Hromena, remodinis A, B, i1xTio3, cunapom
Aapcpkora-CkoTTa Ta iH.

5. Y-3uemuieHu THIIL:

— B Y-XpOMOCOMi 3HaxOJSIThCS TE€HH, SKI JETEPMIHYIOTh PO3BUTOK
CIM’SIHUKIB, BIJIITOB1/Ial0Th 32 CIIEPMATOreHE3, KOHTPOJIIOIOTH IHTEHCUBHICTH POCTY
TiJa, KIHIIBOK 1 3y0iB, BUBHAYAIOTh OOBOJIOCIHHS BYIITHOT PAKOBUHU;

— 03HaKa IMepeaaeThesl BCIM XJIOMUUKaAM;

— O3HaKa BUSBJIIIETHCS JIUIIE B 0C10 YOJIOBIYOI CTaTI;

— TATOJIOTIYHI MyTalii, ki 3a4inarTh (HOpMyBaHHS CIM SIHHKIB abo
CIIEpPMATOreHE3, YCIaIKOBYBATUCI HE MOXKYTb, TaKl IHAUBIIN CTEPUIIBHI.

6. MiToxonapiajabHuii TUI:

— MITOXOHJPIT TEepPEeNaaroThCsl 3 IUTOMIA3MOI0 SUIEKIITHH (y KOXHIN
siekmTuHI — 25 000 MITOXOHIPiH, SIKI MICTATh KIJIBLIEBY XPOMOCOMY);

— reHHi myTarlii y mitoxonapiansHii JIHK BusBieni mpu atpodii 30poBoro
HepBy JleOepa, MITOXOHApIadbHUX MIONATISAX, JOOPOSAKICHIA  MyXJIMHI
(OHKOIUTOMI), TPU MPOTPECYIOUUX OPTATBMOILIETISX;

— XBOpo0a mepeaeThes JUIE Big MaTepi;

— XBOPIIOTH 1 JIBUATKA, 1 XJIOMMYUKH,

— XBOpHI 0aThbKO HE Mmepeiae XBOPoOU aHl JOHbKAM, aH1 CHHAM.

LuToreHeTH4HUII MeTOX J03BOJISIE BCTAHOBUTA XPOMOCOMHHUM Halip 3a
KUTBKICTIO Ta OYyJIOBOIO, @ TaKOX BUSBUTHU aHOMAaii T€HOMa 3a JOMOMOTIOH
J:[H(bepeHuiﬁHOFO 3a0apBiieHHs XpoMocoM. Jlnsi 3abapBiieHHS Ta OTPHMAaHHS
KapiOTHUITY JIFOAUHY 3a3BU YAl BHKOPHCTOBYIOTE JeKouuTH niepudepiiitHoi KPoBi.

JlropuHa, ik 00’ €KT AOCTIIKEHHS TEHETUKH Ma€ JIeK1IbKa 0COOTMBOCTEH, SIKI
3HAYHO YCKJIQJHIOIOTh BUBYEHHs ii reHeTuku. KapioTum mroauHuU BiIHOCHO
Benukui. KojkHa comaTHyHa KJIITHHA JTIIOJUHU MICTUTh 46 XpoMocoMm. JIJis sKiHKA
3amuc KaploTUIry cTaHOBHUTH 44, X X, mytst wonoBika 44, XY. Bel xpoMocomu TOMMHA



3a po3Mipamu Ta iX (OPMOIO MOETHAHO y 7 BEIUKHUX IPYI SKI MO3HAYAIOTHCS
BEJIIMKUMU JIATHHCHKUMH JTIITEPAMHU:

1. I'pyna A Bxitouae xpomocomu 1, 2 Ta 3 — 116 METalUEHTPUYHI Ta
CyOMeTalleHTPUIHI XpPOMOCOMH. XpoMocoma 1 — HalOlabplla MeTaleHTPUYHA
XpoMocoMa y KapioTuii. XpoMocoma 2 € HaWOIIbIIO CyOMeTaIleHTPHYHOO
XpoMocoMor. MerarieHTpudHa XpoMocoma 3 Maiike Ha 1/5 Bimpi3HsSeTbCs 3a
pO3MipaMu BiJl XpOMOCOMH 1.

2. I'pyna B mictuth Xxpomocomu 4 Ta 5 — BenuKi CyOMeTalleHTPHYHI.
BingpizauTH iX oHa Bij OJHOI IpH 3BUYaiHOMY (papOyBaHHI HEMOXKIIHBO.

3. I'pyna C npeacrapieHa xpoMocomaMu 3 6 o 12 Ta Croiu 5K HaJIeKUTh
cTaTeBa X-xpoMocoMa. Bci BOHU METalleHTPpUYHI CepeTHBOTO PO3MIpPY.

4, I'pynma D wmictuts xpomocomu 13, 14, 15, BCl BOHM aKpOIIEHTPHYHI
CepeIHbO1 JOBKUHU, MICTSITh BTOPUHHY TIEPETHHKY.

S. Jlo rpynu E Hanexats KOPOTKI METAIEHTPUYHI Ta CyOMeTaleHTPUYHI

xpomocomu 3 16 o 18. Xpomocoma 16 MerareHTpudHa 1i JOBXKUHA csrae 1/3
JOOBXUHH XpoMocomu 1. Xpomocomu 17 ta 18 maiike 0OJTHaKOBOI T0BKUHHU.
6. I'pyna F 00’ eqnye aB1 ManieHbKi MeTalieHTpU4IH1 Xpomocomu 19 ta 20.
7. I'pynma G MicTUTh MaJ€HbK1 aKpOLIEHTPUYHI XpomMocomu 21 Ta 22, a
TAKOX CTAaTEBY Y -XpPOMOCOMY.
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Pucynok 15 — XpoMocomu JIFOAUHM 3a rpyraMu

[utonoriunuii KOHTPOJIb 33CTOCOBYIOTS NIPH JIarHOCTHIL PSAY CIIaJIKOBUX
3aXBOPIOBAHb, SIK1 MTOB’s13aHi1 3 SBUIIIAMH aHEYILIOIII1 Ta piI3HUMHU XPOMOCOMHUMU
abeparrisamu.

Pazom 3 BHBYEHHSM MITOTHYHHUX XPOMOCOM KOPHUCHY 1H(OpMAILiO
OTPUMYIOTh 1 TPY CLIOCTEPEKEHHI 1HTEp(ha3HUX KIIITHH. 30KpeMa, Y0JIOBIKIB 1 )KIHOK
PO3PI3HSIOTH 32 HAABHICTIO B iHTep(a3sHOMY sizipi Tak 3BaHOro Tiibus bappa, ado
CTaTeBOT0 XpoMaTHHY. BiH € y )KiHOK 1 B1ICyTH1{ Y 4oJ0BiKiB. CTaTeBUM XpOMATUH
ABJISIE COOOI0 pe3ysbTaT reTEPOXpOMATUHIALIT OJHIET 3 ABOX X-XPOMOCOM, 1110

1HAaKTUBYEThCSA y )KIHOK. [IeHTHdIKALIIS CTATEBOro XpOMAaTHHY Y KJIITUHAX CJIM30BOI



00O0JIOHKH POTY ITMPOKO BHKOPHUCTOBYETHCS JJII BU3HAYEHHS T€HETHYHOI CTaTI
MAaIlEHTIB Y MPAKTUI]l MEIUYHOI TEHETHKH, & TAKOX y CIOPTUBHINA MEIUITMHI.

Tineue Bappa

Pucynok 16 — Tubiie bappa

Bau3HIOKOBMH MeTO0J BUKOPUCTOBYETHCS [l BUSBJIEHHSA CTYIICHA
CIaJKOBO1 OOYMOBIICHOCTI O3HaK, SIKI JIOCIIKYIOThCA. SIBUIE MOIieMOpioHii
B1JIOMO y JIesIKUX TBapuH. BOHO XapaKTepu3y€eThCs MOSBOIO ACKITBKOX 1ICHTUIHUX
a00 0JTHOSNIIEBUX OJIM3HIOKIB — TOMO3UTOTHUX (MOHO3UTOTHUX ) Onu3HIOKIB. [lopsiy
3 TaKUMHU MOHO3UTOTHUMHU ICHYIOTh PI3HOSMIIEBI 00 TU3UTOTHI OJM3HIOKH, K1
HapOJKYIOThCS ITPY 3aIUT1JHEHH1 JBOX OJTHOYACHO J103P1BAI0YMX SHLUEKITITHH. SIKIII0
MOHO3UIOTHI $IK pe3yJbTaT KJIOHOBOTO PO3MHOKEHHS OJHOI 3arlIiHEHOL
SUTISKTITUHY 3aBKIM 1ICHTUYHI 32 CTAaTTIO Ta JyXe CXO0Xi (DEHOTHUIIOBO, 4acTO
Maiike HepO3pI3HUMI, TO IU3UTOTHI MOXKYTh MAaTH SIK OJHAKOBY, TaK 1 pi3HY CTaTh.
3yCTpiyaroTbCsl JU3UTOTHI OJIM3HIOKH, SIKI Ty’K€ PI3HATHCA 32 30BHILIHIMU
O3HaKaMH, SK OCOOWHHM, SKI BUHUKJIA BHACIIJOK CAaMOCTIMHUX BHIIAJIKIB
3arUIIHEHHS.

BIIM3HIOKOBH METOJI OCHOBAHUM HA TPHOX MOJOKEHHSIX:

— MOHO3HUTOTH1 OJIM3HIOKW MalOTh 1IEHTUYHI T€HOTHUITH, & IM3UTOTHI — Pi3HI
TeHOTUIIH;

— CEpeloBHUINE, B SKOMY PO3BHUBAIOTHCS OIM3HIOKM Ta IiJI JIEH SKOTO
3’SBJISIIOTHCSI BIAMIHHOCTI O3HaK y MOHO3MTOTHUX OJIM3HIOKIB, MOXeE OyTH
OJIHaKOBUM 1 HEOJJTHAKOBUM JIJIsl OJIHI€T 1 Ti€T 3K Mapyu MOHO3UTOTHUX OJM3HIOKIB;

— yCl BJIACTMBOCTI OpraHi3My BHM3HAYalOThCSI B3a€EMOJIEI0 TITBKH JIBOX
YUHHUKIB: TEHOTUITY Ta CEPEIOBHUILIA.

i monosxeHHsI JO3BOJISIFOTH TOPIBHIOBATH BILUIUB T€HOTUITY Ta CEPEOBUILA
Ha PO3BUTOK O3HAK.

MOHO3UTOTHI Ta JU3UTOTHI OJM3HIOKK 3a3BHYail TTOPIBHIOIOTH 32 PSAAOM
MOKAa3HUKIB Ha BEJUKIM KUIBKOCTI marepiany. Ha oCHOBI OoTpuMaHMX JaHUX
MIIPaXOBYIOTh ~ MOKAa3HUKH  KOHKOPJAHTHOCTI  (pIBHA  CXOXOCTI) Ta
AUCKOPAAHTHOCTI  (PiBHS  BIAMIHHOCTI). Y  MOHO3UTOTHUX  OJM3HIOKIB
KOHKOPJIAHTHICTh 3HAYHO BUILA, HI)K Y IU3UTOTHUX, OAHAK CTYII1Hb CXOXOCTI JJISI
pI3HUX O3HaK Bapitoe. Lle 703B0OIsIE 1aTh OIIHKY POJIi TEHOTHITY Ta CEPEIOBHUINA Y
iX mposiBi. 3ampornoHOBaHO JEKiJIbKa CIOCO0IB KUIBKICHOTO BUPAKEHHS YaCTKU
CIAJKOBOCTI Y PO3BUTKY O3HAKH.

TakuM 4YMHOM, BUKOPHUCTAHHS OJM3HIOKOBOTO METO/AY IMOKa3ye, M0 Taki
TeHETHUYHO JIETEPMIHOBAHI O3HAKH, K, HAIPUKJIAJl, TOKa3HUKU OOMIHY PEUOBHH,



MOXYTh CUJIBHO MiaaBaTHCs MO pikaliifiHik MiHIMBOCTI. Lle Tpeba BpaxoByBarty,
HaIpUKIIaJ, IPU OMKUCAHHI CUMIITOMIB CIIaJIKOBUX 3aXBOPIOBAHb, 1110 MA€ BEJIMKE
3HAYEHHS B MEIUYHIA T'€HETHIII.

CyuyacHi TeHJEHII11 B CTPYKTYpi 3aXBOPIOBAHOCTI CB1YaTh PO 3POCTAHHSA
BHECKY T€HETHUYHOI KOMIIOHEHTH. 3a JaHUMH CBITOBOi CTAaTHUCTHKH Oubie 5%
HEMOBJISIT MAlOTh TOM YM 1HIIWM reHeTHIHO 00yMoBieHuM nedekt. Ha croromni
Bigomo Bxe moHan 2500 wHo3omoriyHMX (OpPM TEHETHUYHO OOYMOBJICHHX
3aXBOPIOBAHb, K1 TOPKAIOTHCA YCIX OpPraHiB, CUCTEM 1 (DYHKILIINA OpraHi3My JIFOIUHH.

CyyacHi MOmIsiM Ha €T10JI0T110 1 MaTOreHe3 0araTboX MyJIbTH (PaKTOPIAIbHUX
3aXBOPIOBaHb (OHKOTEMATOJIOTIs, 1IeMiYHa XBOpoOa cepiisi, rpyna HEpBOBO-
MICUXIYHUX PO3JIA/IIB, €HIOKPUHHA [TaTOJIOT1S Ta 1H. ) CB1AYATh PO BEIUKE 3HAUCHHS
TeHETUYHO JIETEPMIHOBAHOI CXUJIbHOCTI JI0 pealti3allii 3aXBOPIOBaHHS, ypaXyBaHHSI
AKO1 Ha OCHOBI T€HETUYHUX MapKepiB CIpPUSiE HE TUIbKU PAHHIN J1arHOCTHIIL
MaTOJIOTIYHOTO TPOIleCy, aje 1 MiHiMi3allil HaCaiKiB 3aXBOPIOBAHHS 1, HaBITh,
npoQ1IaKTUKA BUHUKHEHHS.

CygacHui CBITOTJISI] HA 3aTrajibH1 3aKOHOMIPHOCTI PO3BUTKY (h1310JI0TTYHOIO
CTaTyCy 1HAMBiAA CBIAYMUTH PO B3aEMOJIII0Y1 MEXaHI13MHU JEKUIBKOX CKJIAJOBHX,
Cepell IKMX BEJIMKE 3HAUCHHS IMOCIIAal0Th CaMe TeHETUYHO JIETEPMIHOBaHI ITPOLIECH.
Ha T1ii HecnmpHATIMBHX €K30T€HHUX UYMHHUKIB OJHA 1 Ta caMa KOMOIHAIls
TeHEeTUYHUX YNHHUKIB MOKE BUCTYNATU SIK B POl 1HAYKTOPIB, TAK 1 MPOTEKTOPIB
PO3BUTKY MATOJOTII.

3 TeHETUKH JIFOJIMHY BUILISETHCS CAMOCTIHHUNA PO3 11 — METUYHA TeHEeTHKA.
MenuyHa reHeTMKa — Tally3b TE€HETUKHU JIIOJIMHH, SIKA BUBYAE 3aJICKHICTH
3aXBOPIOBAHb JIIOAUHU BiJ CHAJAKOBUX YMHHUKIB, MPUYMHU iX BUHUKHEHHS 1
pO3po0II€e 3aX0aM 3aM00IraHHs i MyTareHHUX YMHHUKIB Ha OPraHi3M JIFOJIMHU.
Bona BuBYae xapakTep CHaJKOBUX 3aXBOPIOBAHb HA PI3HUX PIBHIX 010J0TTYHOI
Oprasizallii: MOJICKYJIIPHOMY, KJIIITUHHHOMY, OPTaHHOMY, OPTaH13MEHHOMY 3aBISKU
PI3HUM CyYaCHHUM Ta KJIACUYHUM METOJAM.

4. KITACU®IKALIIT CITAJIKOBUX 3AXBOPIOBAHb JIIOIMHU

Icnye nBa Tunm knacudikamii cnagkoBux narojorid. Ilepmmii tun —
KJIiHiYHMA. 3a 1ier0 kinacudikaliero 3aXBOPIOBAHHA MOAUISIOTBCS Ha YOTHPU
rpynu.

I'pyna 1 — Ge3nocepeHbO CIAaIKOBI 3aXBOPIOBAHHS — XPOMOCOMHI Ta T€HHI
3axBoproBaHHs (curapom EnBapica 1 Ilatay, ¢peHUTKeTOHYpis, MyKOBICIIHIO03 Ta
1HIII1).

['pyna 2 — 3aXBOpIOBaHHS 3 TOMITHOIO CITaIKOBOIO CXMJIBHICTIO JIO TIPOSIBY
(aprepianbHa rinepTeHsis, LyKpoBHil qiabet, mojaarpa).

['pyma 3 — 3axBOpIOBaHHA, 10 BU3HAYAIOTHCA MEPEBAKHO YMHHUKAMU
30BHIIIHBOTO CEPEIOBHIIA, aJI€ B MATOTEHE31 SIKUX IPAIOTh POJIb CIIaIKOB1 YHHHUKH
(rmaykoma, aTepoCKIIepo3, paK MOJIOYHUX 3aJ103).

['pyna 4 — 3aXBOpIOBaHHS /10 SKUX CHAJAKOBICTh HE MA€ BiJIHOUIECHHS.

Hpyra cucrema kiacudikaiiii 3aXxBOpIOBaHh — TIeHeTHMYHA — OLIbIIE
3aCTOCOBYETHCS 32 KOPJIOHOM. 32 HEIO 3aXBOPIOBAHHS MOJUISIOTH HA S5 TpyM:



I'pyna 1 — reHHi 3aXBOPIOBaHHS, 10 BU3HAYAIOTHCA MyTalLlIsIMU OKPEMUX
TeHIB.

['pyna 2 — XxpoMOCOMH1 3aXBOpPIOBaHHS (T€HOMHI Ta XpOMOCOMHI MyTallii).

['pyna 3 —3axBOpIOBaHHS 31 CAJKOBOIO CXWIBHICTIO JI0 MPOSIBY, B MATOTEHE31

SKUX BIJIITPAlOTh POJIb YAHHUKHU CEPEAOBUIIA Ta CIAaJIKOBl YUHHUKH.

['pyna 4 — reHeTHYH1 3aXBOPIOBAHHS COMAaTUYHUX KJIITHH.
['pyna 5 — 3axBOprOBaHHS T€HETUYHOI HECYMICHOCTI MaTepi Ta IJI0ay.

Tabmuus 1 — CnagkoBi 3aXBOPIOBaHHS, 1110 BUKJIMKAHI 3MiHaMH K1JTIBKOCTI

XpOMOCOM
No Ha3zBa 3axBoproBaHHs Kapiotun xBoporo | YacToTa BUHUKHEHHS
1 Cungpom [layna 47, XX+21; 1 ma 700
47, XY+21
2 Cunapom EnBapica 47, XX+18; 1 ga 7000
47, XY+18
3 Cunapowm [laray 47.+13 1 ga 14000 ado
1 ma 7000
4 Cunapom Bapkani 46/47, + 8 1 Ha 5000
5 Cunzpom [ITepmeBcrkoro- | 45, X 1 ma 15000
TepHepa
6 Cunapom  motpidnoi  X- |47, XXX 1 ma 700
XpPOMOCOMH
7 Cunapom Knaitndenbrepa 47, XXY, 1 na 500 — 700
48, XXYY,
48, XXXY;
49, XXXXY;
49, XXXYY
8 Cungpom  momatkoBoi  Y-|47, XYY 1 ga 500

XPOMOCOMH




RImRElrTh
X xpomncom

KapioTun

O.qn
X - xpaymcoMo

Hosonin - 46. XV

Himmea - 45, XO
(cunapom TepEepa

OlcpemencnLrora)

Jlsi

X - XpOd10 COMEL

Adima - 46, XX

"foaonin - 47, XXV
(cxmapom ICIaREdemTePA)

Tpn

X - XPO10 COMIEL

JRIHKA - 47, XXX
(Tpmcoyin X)

Hononix - 48, XXXV

(CHnapav Ko ndennrepa)

Hompn
X TpaviocoMn

oo |-

Almmea - 48, XXXX

(no. ricomin X)

Honnnixk - 49, XXXXY
(cunapom Kicidnde ihrepa)

Pucynok 17 — [lopyiieHHs KIJTbKOCTI X XpOMOCOM Ta iX HaCHIAKU




3a XapakTepoM TMOPYIICHHS TOMEOCTa3y BUAUISIOTh HACTYIHI THIH
3aXBOPIOBAHD!
3axXBOPIOBaHHS aMIHOKUCJIOTHOTO OOMIHY
3axBOproBaHHS OOMIHY BYTJIEBO/IIB
[TopymierHs mimiagHOTO OOMIHY.
CnaakoBi 3aXBOPIOBAHHSA TYPHHOBOTO Ta MUPUMIIAHOBOTO OOMIHIB.
[TopytieHHs OOMIHY CHIOJYYHOI TKAHUHHU.
[TopytieHHs UUPKYISITOPHUX OLIIKIB.
[TopyiieHHs 0OMiHY PEYOBUH y €PUTPOIIUTIB.
CnaakoBi 3aXBOPIOBaHHS OOMIHY METATIB.
[TopyiieHHS BCMOKTYBaHHS y KUIIKOBOMY TPaKTi.
0. TopMoHanbHI OPYIICHHS.
Cepen criaKOBUX 3aXBOPIOBAHb OJTHUMU 3 HAWBAXKUUX € 3aXBOPIOBAHH, 1110
BUKJIMKaH1 3MIHOIO KIJTBKOCT1 XpOMOCOM Yy KapiOTHITI.

RO ~NOoOGOARWMNDE

5. KPOBHE CIIOPITHEHHA

Jitu Big uuto0y MK poAMYaMH YacTillle € TOMO3UTOTHUMM IO 0araTboM
ajelsiM, y MOPIBHSIHHI 3 IITBMU B1Jl 3BUYaifHUX IIUTFO0IB. Y JESAKUX HAPOIiB IILTH00
MK pOAMYAMHU 320X0UYBABCS, ajie y OLIBIIOCTI JIFOJACHKUX CITIBTOBAPHCTB 3BUYAI 1
3aKOHU 3a00POHSIIOTH NUTIOOM MK OMu3bKUMHU poandamu. [IpoTe neski poauHHI
UTI00U, HATPU KT/, IILTFO0U MK IBOIOPIIHUMU OpaTaMu Ta CECTPaMH BU3HAIOTHCSL

3arajibHa 4acToTa IUTK001B MK poarndamMu Bapitoe Bia 1% no0 10%. Yacrora
nu1001B MiXk JIBOIOPITHUMHU ClOcamul y pi3HUX KpaiHaX HACTYIIHA:

Asctpis — 0,53

[Hoptyranis — 1,40

Icnanis (ciabchke HaceneHHs) — 4,67
Snonis (Miceke HacenaeHHs) — 5,03
Anownis (ciibchke HacenenHs) — 7,12
Iapis (kacra mapiis) — 12,9

Bbpasumnis (ciabebki perionn) — 19,55
OctpoBa Dimki — 29,7

P03paxyHKH TOKA3yIOTh, IO TEOPETHYHE YHCIIO NpEAKiB HUHI KUBYUHX
mozeit 3a 1000 pokis ckiamae 230-240 oneit, T06TO MPUOIU3HO Bij MiJIBSp/IA J10
TUCSYl MUTbsIpIB. OJIHAK, pealibHa YUCEIbHICTh BChOro JitoacTBa 3a 1000 pokiB
CKJIaJIa€ JIUIIIE JSAKY YaCTUHY BKa3aHOT0 TEOPETUIHOTO YK CIa IPEIKIiB, K1 MaB O1
KUBYYUI HUHI IHAMBIJ 32 YMOB, 110 C€pel HUX HEe OyJI0 IUTI00IB MiXK POIUYAMU Y
MOIEepeIHIX MOKOIIHHSIX.

['OMO3UTOTHICTD 32 pELECUBHUM I'€HOM, 1110 BUHUKAE y PEe3yJIbTaTi IUIIO0IB
MDK pOJIMYaMHM, MIJCHUIIIOE CXUJIBHICTD A0 1H(EKIIMHUX Ta 1HIIUX 3aXBOPIOBAHb.
KpoBHa criopigHeHicTh Mk 0aTbKaMH ITiABUIIY€ CMEPTHICTB y cepeTHhOMY Ha 5%.
Hlkona iHOpUAMHTY IIE ¥ y TOMY, 110 BiH CIPUSIE MPOSBY JIETaIbHUX T€HIB.

Takox Ha YaCTOTY LITIO0IB MK pOJUYaMHU BILUIUBAIOTH PENITIHHI MOTJISIIN.

ONoGRWMNDE



Tabauns 2 — KpoBHocnopiaHeH1 nutroou cepe HaceneHHs [1iBaenHoi 1,

%
Pemniriiina HaneXHICTh
Tun uumoly ——
1HyiCTH MYCYJIbMaH! XPUCTHSIHU
Jlanpko Ta 18,34 4,28 7,87
IUIEMIHHULA
Jsoropini Opat 11,0 16,33 6,62
Ta cecTpa ’ ’ ’
Tporopiani 6pat Ta 290 2 86 250
cecTpa ’ ’ ’
butem manexi
CTyTeH1 2,81 2,06 2,32
CIIOP1AHEHOCTI
Hecnopigaeni 65,64 74,46 80,69

Po3paxyHku mOKa3ytoTh, 0 y KOXHOI JTIOAWHY € BiJ 2 10 5 MaTOJOTIYHUX
JIETAIbHUX TEHIB, SIK1 BUKJINKAIOTh y TOMO3UTOTHOMY CTaHi1 3arudens. Kpim Toro €
4-5 HeneTaNbHUX WIKIJUIMBUX TeHIB, sIKI OOYMOBJIOIOTH AHATOMIYHI Ta 1HII
aHoMaJii. TakuM YMHOM, TEHETUYHHUI BaHTAX Y JTIOIUHU ITepeBHIye 10 MK MBUX
reHiB. OHaK, OKpIM BUSBIICHHS PEIICCUBHUX IIK1UTMBUX I'eHIB 1 MOSIBU HEOaKaHUX
dbeHoTumniB, IHOPUIAUHT 1HOII CIIPUSIE TOSIBI HE TUIHKY 3BUYANHUX, aJI€ 1 OpPraHi3MiB,
0 BUJIUISIOTBCS 32 CBOIMH SIKOCTAMHU. [CHYIOTH pellecuBH1 aneni, Skl y
FOMOBI/IFOTHOMy CTaH1 CIIPUSIIOTh PO3BUTKY BUJATHUX 3/110HOCTE.

e S Humamm 0J151 camonepesipKu:

Noobhowhe

AKi 0OCHOBHI HANPAMKU PO3BUMK) 2eHeMUKU TI0OUHU?
Axi ocobrusocmi 1100uHU 51K 00 €EKMY 2eHeMUUHUX OOCTLONCEHD !
Ilepepaxytime ma oxapaxmepu3yime Memoou 2eHemuKy 10 OUHU.
AKi icHytomb munu MOHO2EHHO20 YCHAOKYB8AHHS O3HAK ) THOOUHU?
Oxapaxmepu3sytime Kapiomun J10OUHU.
Hazeims munu knacughixayii cnaokogux 3axeopro8ans o OUHMU.
Axi pusuxu micmsams 6 cobi KpOBHOCNOPIOHeHT waoou?

)




