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METOAUYHA PO3POBKA
INPAKTUYHOI'O 3AHATTA

MOAVYJIb 1. MenudHa reHeTHKA.

3MICTOBHUI MOJYJIb 1.OcHoBn MeanuHoi resernkn. MI'K.

TEMA 3AHATTS Nel: Meroad KIiHIYHOI TeHETHKH (reHealoTiYHuH,
nepMatoriaipiyHui, UTOrCHETHYHUM, OloxXiMiuHMI). BIIM3HIOKOBHMH Ta MOMYJSIiHAN
Metoau aiarHoctuku. JIHK-miaraocTuka.

I. HAYKOBO-METOJAUYHE OBI'PYHTYBAHHSA TEMM: V cucremi miarotryBaHHs
CY4acCHOTO JIIKapsi TEHETHKA JIIOJUHH € TUCLUHUILTIHOIO, sIKa (OpMY€E HE TUTbKU TEOPETUYHY 0a3y s
BUBYCHHS MEUKO-010JIOTTYHUX TUCIUILIIH, aJI€ 1 CIIPHsIE PO3BUTKY KJIIHIYHOTO MUCIICHHS. 3aBIsIKH
OYpXJIMBOMY PO3BUTKY T€HETUKH JIFOJMHU 1 KIIIHIYHOI T€HETHUKU 30KpeMa, 11 JOCATHEHHS CTallu
JOCTYITHUMH JIIKapsIM yCiX CIeiaIbHOCTEH.

3 mauieHTaMu, SIKi MalOTh CMAJKOBY MATOJOTriI0, MEPIIMMU KOHTAKTYIOTH, SIK MPAaBHUJIO, HE
JIKapi-TeHETUKH, a JKapl I1HIMMX CHeniagbHocTe. Big X BMIHHS 3amiIo3puTH  CHAIKOBE
3aXBOPIOBAaHHS Ta BHOpAaTH BipHY TaKTUKY BEICHHS XBOPOTO 0araTo B YOMY 3QJICKHUTH JOJIS
xBoporo 1 yciei #oro ciMi. Bce 1e cBiAUMTH TPO BAKIMBICTH BHUBUCHHS JKapsSMU YCiX
CreUiaTbHOCTEN MUTaHb KIIIHIYHOI Ta JIabopaTopHOi reHeTHKH. ChOroHIIIHS KIiHIYHA TeHEeTUKA -
1Ie IMUPOKUI apceHas MiarHOCTHYHHUX MOXIIMBOCTEH, BKIIFOUAIOYH MPEHATAIBHY A1arHOCTHKY, IS
OUTBIIOCTI CMAKOBUX XBOPOO, 1€, B ONM3bKOMY MaiOyTHBOMY - BIPOBAJKCHHS METO/IB
reHoreparii a0o eTioJOTIYHOT KOPEKIIii CITaIKOBOT IMaToIorii.

[Tix gac MiarHOCTUKU BPOJKEHOI Ta CIIaJKOBOI MATOJIOTii BHKOPUCTOBYIOTHCS K TPAIUITIHHI
3arajJbHO-KJIIHIYHI METOAM, sKi 0a3yloThCsS Ha OIHIII 3aKOHOMIPHOCTEW MPOSBIB CHAJAKOBOT
[1aTOJIOTII, TaK 1 CIIEIIAILHUX “T€HETHYHUX METO/IB.

II. HABYAJIbHA META:
2.1.Cmyoenm nosunen 3namu.
- METOJH KJIIHIYHOI T€HETUKH,
- 3HAYCHHS 1 OCHOBH KJIHIKO-TE€HEAIOTTYHOTO METOTY JIJISl JIarHOCTHUKH CTaJIKOBOT MATOJIOT],
-00JIacTh 3aCTOCYBAaHHS IUTOTEHETHYHUX METOAY. CYTh, BUIM Ta MOKJIUBOCTI IIUTOT€HETUYHOTO
METOMY B JIIarHOCTHIII CIIAJKOBUX XBOPOO;
- TIOKa3aHHS [0 3aCTOCYBaHHS IUTOTCHETUYHOTO JOCHIDKCHHS Ta JOAATKOBHX CIEHiaTbHUX
METOMIB TOCIIHKEHHS,
- POJIb CIIAIKOBUX Ta (haKTOPIB CEpPEIOBUIIA B €TIONOTI] Ta MaTOreHe31 3aXBOPIOBAHbB JIIOUHH;
- 3araJIbHI 3aKOHOMIPHOCTI €T10JI0Ti{ Ta MaTOTeHe3y CIaIKOBUX XBOPOO;
- 3arajgbHi TPUHIMIMA KIIHIYHOI IarHOCTUKH CIIAJKOBUX XBOPOO, MPUYMHHU TOXODKCHHS Ta
JarHOCTUYHY 3HAYUMICTh MOP(OTCHETUYHUX BapiaHTIB;
- TIarHOCTUYHI MOXKJIMBOCT1 T€HEAIOTIYHOTO aHAaI3y [Tl IIarHOCTUKH CIIAKOBO MMATOJIOTi;
- TMIPUYMHH TTOXOKEHHS Ta OCOOIMBOCTI KIIHIYHHMX MPOSBIB XPOMOCOMHHUX XBOPOO 1 CHHIPOMIB,
3arajbHi MPUHIUIH 1X KIIHIYHOT J1arHOCTUKH.
2.2.Cmyoenm noguHeH emimu.
- 310paT aHAMHECTUYHI JjaHi 1 TeHealoT1yHy iH(pOopMalliio;
- MPEJICTAaBUTH POJIOBIT B Ipad)iyHOMY BUTIISI,
- IpOaHaJi3yBaTH yCIaAKyBaHHS 3aXBOPIOBaHHSA a00 03HAKU XBOPOOHU B CIM'T,;
- 00CTSXXHUTH MpoOaHaa 1 OIIHUTH (PEHOTHIT Ta PO3MI3HATH 3arajibHi MPOSBU CIIaIKOBOI MMAaTOJIOTIi;



-IPOBOAUTH NPOGIIAKTUYHI 3aXO0/H, CIIPSIMOBaHI Ha MONEPEPKEHHS CMaJKOBUX Ta MPUPOHKEHUX
3aXBOPIOBaHb;

- BUSABIISITH OCI0 13 MiJBUILEHUM PU3UKOM IIOJI0 PO3BUTKY XPOMOCOMHOI MaTOJIOTii, COPMYIIIOBaTH
MONEPEIHIM  J1larHO3 XPOMOCOMHOI TATOJIOTIT 1 HampaBIATH iX Ha MEIUKO-TEHETUYHE
KOHCYJbTYBaHHS;

- 00CTEeXKyBaTH XBOPOTO Ha BUSBJICHHS XPOMOCOMHHX CHHJAPOMIB, NIarHOCTYBaTH XPOMOCOMHY
MATOJIOT1O;

- HABECTH PE3YJbTaTH KIIHIKO-TEHETUYHOTO Ta JabOpaTOPHOTO JOCHIDKEHHS Y BHUIJISIIL
IIOJICHHUKIB Ta 3aKJIFOUEHHS B iCTOPii XBOPOO MaIli€HTa,

- MPOBOAMTH MPO(ITAaKTUYHI 3aX0/H, CIPSIMOBaHI Ha MOMEPEHKCHHSI CITAIKOBUX Ta XPOMOCOMHHX
3aXBOPIOBaHb.

2.3.Cmyoenm nogunen onanyeamu RPAKMUYHUMU HAGUYKAMU.
- 310paTh aHAaMHECTUYHI JIaHi 1 reHeaoriuyny iHGopMarliio;
- CKJIACTH POJIOBI/,
- MPEJICTAaBUTH POJIOBIT B rpadiyHOMY BHUTJISII;
- Ipu 00CTEKEHH1 XBOPOTO PO3IiI3HABATH MPOSBU CIaKOBOI MATOJOT1];
- BOJIOJIITH TEPMIHOJIOTI€I0 MPU ONMUCYBaHH1 KJIIHIYHOT KAPTUHU CIaKOBOI MATOJIOT;
- IIarHOCTYBATU YPOKeH1 MOP(OTreHeTHYH] BapiaHTH;
- YMITH pO3paxyBaTl FT€HETUYHUHN PU3UK B KOHKPETHIN CUTYaIii.
- OOCTEeXHUTH XBOPOTO Ha BHUSBJICHHS XPOMOCOMHOI MAaTOJOTril, po3mi3HaTH 1i MPOsBHU, MPABUIHHO
BHUKOPHUCTOBYBATH BiIMOBIIHY TEPMIHOJIOTIIO;
- "ypTaTn" 3arajJibHi CUMBOJIM 1 CKOPOUYCHI TEPMIHU JJIs TO3HAYEHHS XPOMOCOMHUX aHOMAaJii;
- 310paTh aHAMHECTUYHI JIaH1 Ta TeHeaoT14Hy 1H(pOopMaIliio;
- IpoaHalizyBaTH O3HaKH XBOPOOH B ciM'T,
- YMITH pO3paxyBaTl Fr€HETUYHUN PU3UK B KOHKPETHIN CUTYaIii.

II1. BUXOBHA META:
- chopMyBaTH y CTYACHTIB OCHOBHI YSBJIEHHS MpPO BaXIUBICTh JOTPUMYBAaHHS MPHUHLUIIB
JICOHTOJIOTIi Ta JIKApChKOI €TUKH NpU OOCTEKEHHI XBOPOi TUTHUHH, TPOBEICHHI JiKYBaJbHO-
DIarHOCTUYHUX MaHInysnid (3 ypaxyBaHHSIM XapakTepy 3aXxBOPIOBAaHHS, I1HAWBIAYyaJbHHUX
O0COOIMBOCTEH MaIfieHTa, CTYNEeHs HOro I1HTEIEKTYyaJbHOTO PO3BUTKY, PIBHS KYJIbTYpH, BIKOBHX
0COOJIMBOCTEH Ta 1H.).

IV. MDKITPEAMETHA IHTEI'PALIISA:

Ha3Ba nonepeaHix OTpuMaHi HAaBUKHU
TUCHHUILTIHA
8. Amnaromis 3HaTH aHATOMIYHI OCOOJIMBOCTI IJI0/1a Ta IiTeH PAaHHBOTO BIKY
9. HopmanpHa ®Di310J10T19HI OCOOIUBOCTI JUTSYOTO OPTaHIZMY.
¢iziomnoris 3HaTu 3aKkoHA MeHaens.
10.Ticronoris CnankoBi (hopMH MaTOJIOTI].
11.TIarodiziomnoris Crurmu nuzemOpioreHesy.
12.3aranpHoi ririean | EpexTr XpoMOCOMHMX aHOMAJIiii B OHTOTEHE31.
Ta eKOJIOrii Knacudixkartist XxpoMOCOMHUX XBOPOO.
JIFOTUHA Ex30reHHI YMHHWKKA Ta iX pOJIb Yy BHHUKHEHHI MYyTaIliil TIpH
13.1IponeneBTuka XPOMOCOMHIH MaToJIorii.
TUTSYUX XBOPOO PosmizHaBatu 3arajibHi IPOSIBH CHIAAKOBOT MATOJIOT1, 1IarHOCTyBaTH
BpOKEHI MOp(OreHeTHyH1 BapiaHTH.
3i0pati aHaMHECTMYHI JaHi 1 TeHealoriyHy iH(opMallio,
IpoaHaji3yBaT O3HAKH XBOPOOH B CIM'T.
BusiBiasti 0COOMMBOCTI KITHIYHUX MPOSIBIB XPOMOCOMHHX XBOPOO.
DopMyTIOBATH JiarHO3 3TiAHO KiacuQikaiii.
BusBnartu cturmm au3emMOpioreHe’y Ta CHMITOMH XPOMOCOMHOI




[aTOoJIOTIi PU OOCTEKEHHI.

V. ITAH TA OPTAHIBAIIMHA CTPYKTYPA IPAKTUYHOI'O 3AHATTSIL:

N OcHoBHi eTanu Ta ix 3MicT Po3noain Buau koHTpoOIIO HagyanbHo-
n/n yacy Ta METOAUYHE
piBHi 3a0e3ne4eHHs
3aCBOCHHS
1. | IligroroBuuii erar: 15% @®ponTankHe onuty- | O0nagHAHHS,
1.1 | Opranizariitni TUTaHHSA L=1II-11I Banus, Ttectu II-1II | migpyunukw,
1.2 | ®opmyBaHHs MOTHBaIil piBus, 3amaui II-1II | mociOHuKH,
1.3 | - KOHTPOJIb TOYATKOBOTO pPIiBHS P1BHA, 3-4 XBOpHX ®9T93HB6OM 3
MiAroToBKH  (CTaHAApTU30BaHi CTallloHapy 31| KITHIYHAMH
METOJTH KOHTPOJTIO) CITaIKOBOIO Ta | CHHIPOMAILHU
2. | OcHOBHHU} eTarl: 65% XPOMOCOMHOIO MH q’OPMaMH’
. . L=III MaTOJIOTIEI0. METOIMYHI
®opmyBanHs NpodheCciiHuX BMiHb TekcToBi cutryarliiiHi | peKOMeHaIii,
Ta HAaBUYOK: 3aja4i, MaTepianu | pe3yibTaTh
a)o0CTeRUTH XBOpOro Ha 3araibHO-KIIHIYHUX | 3arajabHO-
BUABJICHHA CajKoBoi Ta Ta  MApaKJiHIYHHUX | KIIHIYHUX  Ta
XPOMOCOMHOI TATOJIOT, METOJIIB 00CTEXKEH- | MapaKTiHIYHUX
P93Hi3HaTH ix TpOSBH; HSl, TiKapChKi | METOIIB
A1arHOCTYBATH BPOJIKCHI1 3aco0u. 00CTEeXKECHHS
MOp(QoreHeTUYH1 BapiaHTH; YMITH THAMByaTbHUIA

pO3paxyBaTH TEHETUYHHHA PU3HK
B KOHKPETHIHN CUTYyaIlii;

0)310pati aHaAMHECTHUYHI JaHi 1
reHEeaNoT14YHy iH(dopmartiro,
CKJIaCTH POJOBIJl, MPEICTABUTH B

rpadgigHOMY BUTJISITI 1
NpoaHaji3yBaTl  yCHaJAKyBaHHS
3aXBOpIOBaHHS  a00  O3HAKH
XBOpOOHU B CIM'T,

B)IIPaBUJIBHO  BHUKOPUCTOBYBATH

BIJIMOBIHY TEPMIHOJIOTII0 TpU
onucaHHi1 (HEHOTHUITY XBOPOTO;
I)Y4UTAaTH 3arajbHi CHMBOJIA 1

CKOpOYeHI TePMiHH TUTS
MMO3HAYCHHS XPOMOCOMHUX
AHOMAJTIH;

N)BiIOMpaTH 3  KOHTHUHICHTY

XBOPUX OCIO JJI1 TIPOBEICHHS
crermiajibHUuX 010XIMIYHHUX,
[IUTOT€HETHYHOTO Ta
MOJICKYJISIPHO-TEHETHYHUX

KOHTPOJb MPaKTU-
HUX HaBHYOK Ta
pe3ynbTaTiB  Kyparlii
TEMaTUYHHUX XBOPHX.
Bupimenns

KIIHIYHUX  TEKCTO-
BUX 3aBnaHb. Halip
TECTOBUX 3aBJaHb Ta
€TaJIOH! BIAIOBIIEH.




JOCIIIKEHD,

€)00roBopeHHs pe3ysIbTaTiB

Kypailii;

€)BHpIIICHHS CUTYaIIHHUX

KJIIHIYHUX 3a7a4.

3aKJII0YHUN eTan: 20%

3.1 | Koutponb  KiHLEBOTO  piBHA L= II-11I

[T ATOTOBKH

3.2 | MortuBoBaHa 3arajibHa OIlIHKa
HABYAJILHOT TIsTHOCTI CTY/ICHTA

3.3 | [npopMyBaHHS CTYyACHTIB TIPO
TCMY HACTYITHOI'O 3aHATTS

5.2.1.ITiocomoeuui eman:

Ha nouatky 3aHATTS BHKJIaZay 3HAHOMUTH CTYJCHTIB 3 OCHOBHUMH 3aBIaHHAMHU 3aHATTH,
wiaHoM. JIyii KOHTPOJIIO BHXIJHOTO PIBHSA 3HAHb CTYJICHTIB KOXKHOMY 3 HHX IPOIOHYETHCS
BUPIIIUTH TUIIOBE MUTAHHS 3 MOCTAHOBKOIO JIIarHO3y — MO>KHA BUKOPUCTATU CUTYAIiHI KIIIHIYHI
3amadi.

5.2.2.0cnoenuii eman:
OnuryBaHHA Ta KIiHIYHE OOCTEXEHHS XBOPOTO MPOBOAMTHCA CTYACHTOM pa3oM 3
BHKJIaaueM. JIJIs OIIHKY IPaBUIILHOCTI OOCTEKEHHS MOCTINHO 3aTy4aroThCs 1HIIN CTYACHTH.

PE®DEPAT.
JiarHocTHKa caJIKOBUX XBOPOO JBOETANHA!
1. 3araspHe KIIiHIYHE OOCTEKEHHS XBOPOTrO, CKJIQJaHHS Ta aHaji3 POJOBOIY,
napaxuiHiune oocrexxenHs (Y3/1, peHTTeHOoTUHEe, SHIOKPHUHOJIOTIYHE, IMYHOJIOTIYHE).
2. Ilpu mimo3pi Ha KOHKPETHY CHaakoBy (B T.4. CHHIAPOMAJIBHO) MATOJOTIO
MPOBOJIATH CIICIIAIbHI TeHETHYHI JTOCTIKEHHS (UTOrCHETHYHUH, O10XIMIYHHI METOIH,
JIHK-giarnoctrka Ta iHIL. ).
3aranpHO-KJIIHIYHI METOJH, SKi BHUKOPHCTOBYIOTHCS IIiJI 4Yac AIarHOCTHKH BPOKEHOI 1
CIAIKOBO]I IMaTOJIOT1] BKIIFOYAIOTh:
- XapaKTepUCTHKY KIIHIYHHX MPOSBIB MaTOJOTIi (CEMIOTHKA) Y KOHKPETHOTO MPo OaHa,
- BUKOPHWCTAHHS 3arajibHUX MPUHIIUIIB KJIIHIYHOI J1arHOCTUKH,
- BUKOPUCTaHHA TPAJAWLIAHHUX KIIHIKO-Ta0OpaTOPHUX Ta IHCTPYMEHTAJIbHUX METOJIB
obcTexxeHHs marienTa (KIIHIYHUN aHaiti3 KpoBi, ceui, 6ioximis kposi, EKI', €€T", Y30
Ta 1HIIL).
Jlo cremiabHUX TEHETUYHUX METO/IIB BITHOCSTHCS.
- KIIHIKO-T€HEaJOTI1YHUI METOI,
- TIOIIYK MaKpoO- 1 MIKpOCUMITTOMIB 3aXBOPIOBAHHS ITi]T Yac KITHIYHOTO OOCTEKEHHS;
- CHHJPOMOIIOTIYHUH MiAXiJ B JIarHOCTUIL,
- cnemiaabHe JabopaTopHe O0OCTEKEHHS (IIUTOreHETHYHE, IMyHOT€HETHUYHE, OioximiuHe,
MOJICKYJISIPHO-TCHETUYHE Ta 1HIIL. ).
He nuBnsianch Ha BETWKHH CIEKTP CHAIKOBUX XBOPOO, OUIBIIICTH 13 HUX MArOTh JESKI
crniennivHi MPosBY, sIKi HEOOX1HO BPaXOBYBAaTH B KOMIUIEKCI JIarHOCTUYHOT MPOTPaMHu.
Kninixo-zeneanoziunuii memoo. MeTon pOJOBIIHUX BKJIIOYAE BUBYCHHS YyCIIAJIKyBaHHS
3aXBOPIOBAaHHS a00 SKOICh O3HAKHU 32 POJIOBOJOM CiM'T.
Meto 1 BUKOPUCTOBYETHCS:
- Ipu 3'ICyBaHHI 4YM € O3HAKa €IMHOI0 B CiMT a0 € JeKijIbKa BHITAJKIB JaHOI
naTosiorii (CiMmelHui xapakrep);



- Ipu 3'ICyBaHHI, UM € 3aXBOPIOBAHHS CIAJIKOBUM a00 (heHoKomiern. Derokonis
— 3aXBOPIOBaHHSA, MOJI0HE 3a KIIHIYHUMHU CHUMITOMAMH 31 CIaJKOBHM, aje Ma€ IHIILY
eTi0JIOT110. SIKII0 3aXBOPIOBAHHS MEPENAETHCA B Pl MOKOIiIHb, BAPTO MPUIYCTHTH HOTO
CIIaJIKOBU XapakTep;

- [pHU BU3HAYCHHI THITYy YCTaAKyBaHHs (OMIHAHTHHM, PEIECUBHUMN, 3UCTUICHUM
31 CTATTIO, YCHAAKYBAHHS JICTAIbHUX TE€HIB, IEHETPAHTHICTh T€HA);

- TIpH aHaJIi31 3UETICHHs TeHIB Ta KapTyBaHHI XPOMOCOM;

- TIpW BUBYEHHI IHTEHCUBHOCTI MYTaIlIHHOTO MPOIIECY;

- [pW BU3HAYCHHI MEXaHI3MiB B3a€MO/Iii T€HIB,

- TIpW BU3HAYCHHI TOMO- 1 TETEPO3UTOTHOCTI PI3HOMAHITHUX YICHIB CIMT;

- MpW BU3HAYEHHI MOXJIMBOCTI TEHETUYHO 3YMOBIICHUX TMOJIH;

- I[pY BU3HAYEHHI PU3HUKY HAPOHKEHHS XBOPOI IUTUHU,

- IIpH BUABJICHHI 0Ci0, K1 MOTPEOYIOTh MEAMKO-TEHETHYHOTO KOHCYJIbTYBaHHS,

- TpW BHU3HAYEHHI KJIIHIYHOTO MPOTHO3Yy JUIsi MpoOaHma Ta MOro poaudyiB 3
ypaxyBaHHIM OCOOIUBOCTEH 3aXBOPIOBAHHS Ta HOTO T€HETHYHOI XapaKTEePUCTHKH;

- TIpH OIIHII €KCIIPECUBHOCTI Ta IEHETPAHTHOCTI T'€HA,;.

- g MI'K.

BuainsroTs Tpu eTanu KiIiHIKO-TeHEAIOTTYHOTO METOTY:

1 eman - 30ip ceneanociunoi inghopmayii.

Jlns aHami3y MoBUHHI OyTH 310paHi BiIOMOCTI HE MEHIIIE, HiJK PO TpH MOKoJiHHS (6adycs-
Jiych, 0aTbko-MaTH, iTH). OCOOIMBICTIO KIIIHIYHOT TEHETUKH € T€, M0 00'€KTOM JOCIIKECHHS €
HE OKpEeMHI XBOpHUH, a ciM's. 301p BIIOMOCTEH MOYMHAETHCS 3 Tpobana. [Ilpobandom HA3UBAETHCS
JIOMHA, sKa 3BEpHYyJacs 10 JIiKaps, 4YacTille - 1€ XBOpPUH Ha chaakoBe i/abo BpoKeHe
3axBoproBaHHs. IloTiM ciigye po3muTyBaHHS MPO CHOCIB mpobanma (miTh oHiel GaThKiBCHKOT
napu), HallOMMKINX POAMYIB y TMOPSAKY HAPOIDKEHHS, MOTIM MO poauyiB Marepi Ta OaTbka. Ciij
BKAa3aTH BiK MOMEPJIUX, IPUUYUHHA CMEPTI.

VY Bumagky, KOJIM 10 TEHETUKA 3BEPTAIOTHCS CiM'1, SKi BXKE MAIOTh XBOPY IUTHHY, TaKe
00CTE)KEHHS HA3WBAETHCS pempocnekmuenum, a TPoOaHAOM Ha3MBalOTh XBoporo. Ilpm 3060pi
MACTIOPTHUX JaHUX Ta aHAMHE3Yy HEOOX1HO 3BepTaTH yBary Ha HaCTYITHE:

1. Tlpi3Buie, iM’ s Ta MO-0aTHKOBI OATHKIB. Y MaTepi BKa3yIOTh A1BOYE MPI3BHIIIE.
[Ipu cnopigHeHOMy NUTIOO1 MiABUINCHUN PHU3UK HAPOJDKEHHS MITeH 13 PEIeCUBHUM
3aXBOPIOBAHHSM.

2. Bik mpob6anga. CnankoBi XBOpOOM MOXYTh MPOSBISATHCS B PI3HOMY BIIll.
baxxano Bkazatu Bik 0aTbKiB HA MOMEHT HApO/KEHHSI poOaHaa, OCKUIBKHU 3 BIKOM MaTepi
MOB'sI3aHA YaCTOTa XPOMOCOMHHUX XBOpOO, a 3 BIKOM OaThKka - HOBI T€HHI JOMIHAHTHI
MyTartii.

3. SxuMm 3a paxyHKOM € poOaHja y cimM'.

4. HarmionaneHicts. Yacrinie crioctepiratotbes: a) xBopoda Tes-Cakca y eBpeis-
amkeHasi; ©0) o-Tamacemis - Yy TpEKiB; B) CEpIONOAIOHOKIITUHHA aHeMisi - Yy
appoamepuKaHiliB; 1) B-tamacemis - y xwureni IliBaenno-CxigHol A3ii; €) MyKOBICIH103
- y BuxiauiB i3 [liBHiuHOT €Bponu Ta sxurteniB [liBaHs Ykpainu Ta iHIIi.

5. Micrie nmpoxuBaHHs CiMT (1151 BUKJTIOUCHHS €HAEMIYHOIT 30HM).

6. Micue mpoxuBaHHS TpanlypiB MO MaTEPUHCHKIH Ta OAaThKIBCHKIN MiHil (s
BUKJTIOYEHHS CIIOPIHCHUX MLTIO0IB).

7. Micue pobotu 6aThKiB Ta MiCIle MPOXOJUKEHHS CIY)XOM y 30pOHHHX CcHiax
OaThKa (/17151 BUKITFOUCHHS BIUTUBY MYTareHHUX Ta TEPATOTCHHUX (HaKTOPiB).

8. HasBHICTh XpOHIYHHMX 3aXBOpPIOBaHb y MaTepi (cepLeBO-CYAMHHOI CHUCTEMH,
opraHiB auxaHHs, aiader, eminerncis, DKYV).

9. HecnpustiuBuii akymepcbkuii anamHe3. HasiBHICTH penpoayKTUBHUX BTpaT
(camoBHKMIHI, MEPTBOHAPO/UKEHHS, 3aBMEpJi BariTHOCTI, IEPBUHHE HEIUTIAS) B
aHaMHe31 MOXYTh CBIAYUTH MpPO HASABHICTh 30aJaHCOBAHOI XPOMOCOMHOI MyTalii y
0aThKka 4u MaTepi.

10. KinbkicTp BariTHOCTEH y MaTepi nmpobaHa, yTOUHUTH MEepedir KOXKHOI 3 HHUX,
B IKOMY TE€PMiHI Ta 3 SIKOT IPUYUHHU ITepEepPBaHa BariTHICTD.



11. OOtsoxenuil cimelinuii anamue3. HasBHicTh y ciMT niTeil i3 cmagkoBoOiO
MaToJIOTIEI0, BaJaMH PO3BUTKY, MITEH, IO MOMEPJIM B PaHHbOMY BiIll CBiAYaTh MPO
yCTaJKyBaHHS MATOJOTIYHUX TEHIB a0 30allaHCOBAaHMX XPOMOCOMHHX mepedyaoB. Y
BUMAQJIKY CMEPTi TUTHHU CIIiJi OTPUMATH 3aKITIOYCHHS aTOJIOT0aHATOMA.
12. HecnpustnuBuid mepebir BariTHOCTI, sSKa 3aKiHYWIACS HAPOJKCHHSIM
npobana:
a) 3arpo3a repepuBaHHs BariTHOCTI - IPH XPOMOCOMHUX Ta MOHOT€HHHX CHHJIPOMaX Y IUIOJIa;

0) 3aTpuMKa BHYTPIIIHBOYTPOOHOTO PO3BUTKY — IPH XPOMOCOMHHX Ta MOHOTCHHHX
CHHJIpOMaXx, BHYTPIIIHHOYTPOOHUX 1H(EKIINAX, pagialliiHOMy ypakeHH1, 6araTomiiHii BariTHOCT,
arutasii manuTyHKOBOT 3aJ103H;

B) MaJOBOJJS — IPHU 3aXBOPIOBAHHSX, IO CYIPOBOKYIOTHCS 3HHKCHHSIM HOPMAaJbHOI
MPOYKIIIi cedl, TPH YPO/KEHHUX BaJlaX PO3BUTKY,

r) 0araroBoais - NpPHU BaJax MIUIYHKOBO-KUIIKOBOTO TPAaKTy 3 MOPYIICHHAM (QYHKIIT
KOBTaHHS,

1) Majia PyXOMiCTh IUIOAY - IPH apTPOTPUTIO3aX.

13. XBopobu cuOcCiB, MPUUKHU iX CMEPTI Ta BiK, B SKOMY BOHU ITOMEPJIU.
14. Yrounutu B mMatepi:

a) AKOIO 33 paXyHKOM JAMTHHOIO BOHA Oysa B CiM'T?

0) uu € B cectep Ta OpaTiB JITH?

B) KUIBKICTB JiTel y MOPSIIKY HAPOKEHHS, TX CTaH 370POB's1?

T) SIKIIO XTOCH 13 HUX ITOMEP, TO BUSCHHUTH MTPUYHHY.

Ilicna 360py anammuesy onucyiomsv penomun Xeopo2o - CYKYRHICMb 308HIUWHIX ma
GHYMPIWHIX 03HAK OP2AHIZMY .
1l eman - ckradanus po0osooy.
Pooosio - rpadiune 300pakeHHs CIMEHHOTO JepeBa.
Cumeonu, sKi 3acmocogyromscs 07 00Y008U POO0EOOY
- 37I0pOBa K1HKA
- 3JI0pOBUI YOJIOBIK
- mpo6aH
- IUTI00
- KPOBHOCIIOPIAHEHUH ITI00
- TOBTOPHUH NUTIO0
- CTaTh HEBIIOMA
- abOpPT MeTUIHMIA
- BUKHJICHb
- HE3apeeCTPOBAHUH NUTIO0
- cubcu
- MOHO3UTOTHI OJM3HIOKH
- IN3UTOTHI OJIM3HIOKHA
- IOMEPIHN
- Oe3mmgHuN nUTF00
- OesrmiaHa, 03T TN
- XBOpi
VY 3a51eKHOCTI BiJl METH AOCIIPKEHHS, POJIOBIJT MOXe OYTH nogHum abo ooMmexceHuM.
Ilpasuna cknaoanns poooeooy:
1. PopoBin moTpiOHO MOYUHATH CKJIAATH 3 CEPEAMHHU JIUCTA.
2. Poposia 300paxatoTh rpadiqHoO, ISl 40TO BUKOPHUCTOBYIOTH CHUMBOJIH.
3. CulciB 300paXkyIoTh CrpaBa HaJIiBO B MOPSAKY HAPOKECHHS.
4. YciwieHn 0JHOTO TOKOJIIHHS 300pa)XXyrOThCsl Ha OJIHIH JIiHii.
5. PopoBia 3py4HO mMoYaTH CKJIaaaTH 3 MaTepi nmpobaHja Ta ii cuOcCiB, MOTIM — i
poanuiB. Matu Ta i poauul pO3TalIOBYIOTHCS B POJOBOJII crpaBa. baTbka Ta #Horo
poauuiB —31iBa. [Ipo6anna ta fioro cuOciB — mocepeuHi MiXx ciM'sMu OaTbKa Ta MaTepi.



6. IlokomiHHS MO3HAYAIOTh PUMCHKHUMH IU(PpaMu 3BEpXy JAOHH3Y. 3BUYANHO
nudpu CTaBiATH 37iBa BiJ poaoBOAYy. ApaOChkuMu mudpaMu HYMEPYIOTh HAIIaJKiB
OJTHOTO TOKOJIIHHS (BECh psiJ) 3J1iBa HANpPaBO MOCIiA0BHO. Y0OBIKa 1 )KIHKY POJOBOIY
MOXHa TIO3HAYUTH THM XK€ HOMEpPOM, aje pa3oM 31 CTPOYHOI OYKBOIO Ticis mudpH,
SKIIO BOHM HE KPOBHO MOB'S3aHI 3 WICHAMH POAOBOAY. SIKIO OAWH 3 TOIPYXOKS HE
oOcTe)XeHU Ha HAsIBHICTh O3HAKU 1 HOTO POJIOBII HE HABOAUTHCS, OakaHO HE 300pakaTH
fioro B3araii. Ko>xHuii mpeIcTaBHUK MOBUHEH MATH CBiid KOJ;

7. BkasyioTs Bik (1aTy HapOKEHHS) WieHiB ciM'T udpamu Oiiss CHMBOITY.

8. Ocobucro 006cTexKEeHOTo Mo3Ha4aTh 3Ha4koM (!).

9. Toapyxoksa poaudiB mpoOaHIa MOXYTh HE BiIOOpa)kaTUCS B POAOBO/II, SKIIIO
BOHH 3JI0pPOBI 1 "HE BIUIMBAIOTH" HAa BUHUKHEHHS 3aXBOPIOBAHHS.

10. Cunix Bka3zatu aty CKJIaJaHHS POJOBOY.

11. CxnagaHHsi pOJIOBOAY CYNPOBOIKYETHCS JET€HIOK0.

12. ITokoaiHHS MOXHA PO3MIIIATH KOHIICHTPUYHO.

11l eman — ceneanoziunuii ananis. Ilo-nepiie ciig yTOYHUTH, YU YCTIAIKOBYETHCS O3HAKA, YU
BOHA € HACJIIJIKOM HOBOI MyTaIlii abo Ji€0 TepaToOreHy; Mmo-Apyre — BU3HAYUTH TUI YCHAIKyBaHHSI
3aXBOPIOBAHHS B JJaHii CiM'T, O-TpeTe —'€HOTHUI OAThKiB Ta PU3UK HAPOPKEHHS XBOPOi JUTHHHU.

Bcmanoesnenns cnaokogozo xapakmepy o3Haku’ AKIO B POJAOBOJL 3yCTPIYAETHCS OJIHA i Ta
K O3HaKa JIeKiJIbKa pa3iB, TO MOXKHA yMaTH PO CMAIKOBY MPUPOTY.

Bukniouenns genokonii. SKIo, TMAaTOTEHHWH (aKTOp MisIB HA KIHKY BIPOJOBXK YCIX
BariTHOCTEH, TO B HEl MOXYTh HAPOJUTHCS ACKUTbKA JITEH 3 OJHAKOBUMH YPOJKCHHUMH BaJaMH.
Omni # T1 X mpodeciiiHl MKITMBOCTI a00 30BHINIHI (AaKTOPH MOXKYTh BUKJIMKATH TMOMIOHI
3aXBOPIOBAHHS Y WIEHIB CIMT.

Bcmanoenennss muny ycnaokyeanus. po3paxyHKH CITIBBITHOIICHHS YHCIIa XBOPUX JITEH 110
3MI0pPOBUX JaJyTh HEBIPHE 3aKIIOYCHHS MPO TUN YCMAJIKYBaHHS, OCKUIBKH TPH PELECUBHOMY
3aXBOPIOBaHHI B MOJIE 30pYy JIKaps HE MOTPAIUIAIOTH CiM'1-HOCIT, B IKUX HApOJUIIUCS 3I0POBI JIITH.
VY TakoMmy BUTIAQJKy HEBUSIBJICHI CIM'I CTAaHOBISAThH, HAMMPUKIIAM], TIPH OAHIN TUTHHI 1 TOMIHAHTHOMY
Tumi ycrnaakyBanusa 1/2,a npu periecuBaomy — 3/4. TakuM 4MHOM, Y PO3paxyHKH CITiBBIIHOIICHHS
XBOPHX 1 3/I0pOBHX AITEH CIIi1 BBOAUTH MONPABKH HA YAaCTKY HEBUABICHHUX JiTEH.

bausurwkosuit memoo

BuBueHHs ycmaaKyBaHHS PI3HOMAaHITHUX O3HAK Yy OJM3HIOKIB JO3BOJHIIO 3'ACYyBaTH
0COOIMBOCTI TIepeaadi CHaJKOBUX 3aXBOPIOBaHb, CXWJIBHICTh JO0 HHUX, peaii3ailiio OJHAKOBOTO 1
HEOJJTHAKOBOTO T€HOTHIy B PI3HOMAHITHHX yMOBaxX CEpelOBHINA, MPUYUHHU MPOSBY 1 CTYIiHb
BUPAXEHHS T'CHIB.

HasiBHICTH Yy MOHO3UTOTHUX OJHM3HIOKIB OJHAKOBUX O3HAK 1 OJHAKOBUX 3aXBOPIOBAHBb
3BEThCSI KOHKOPOAHMHICMIO, PO3XOKEHHS B 03HAKAX - OUCKOpOaHmHicmio. SIKII0 B MOHO3UTOTHUX
ONMU3HIOKIB CTYIMiHb KOHKOPJAHTHOCTI BUIIMHA HIX Yy AM3UTOTHHX, 1I€ TOBOPUTH MO CIIAIKOBHUN
XapakTep 3axXBOpIOBaHHS. BakiMBO MaTH HAMOUIBINT 4iTKI MapKepu KOHKOPAAHTHOCTI, SIKUMH €
nopTpeTHa MoAiOHICTh, Tpyna KpoBi, nepmarorimidika, gani EEI' i EKT. Mertoa, mo no3Bosise 3
100%mocToBIpHICTIO BCTAHOBUTH MOHO3UTOTHICTD - 1€ TPAHCIUIAHTALlISI TUJISTHKH IIKIPH.

Jlyist BUBYEHHS POJIi CIIAJKOBOCTI B TIOXODKEHHI Ti€l a00 1HIIOI O3HAKU HIMEIbKHI TeHETUK
K. Xonbuuurep 3ampornoHyBaB (opMyiny BU3HAueHHS Kkoegiyichma ycnaoxkysanns (H) i
koegiyicuma eniugy cepedosuwya (E):

% nooiornocmi M3 - Y% nooibnocmi /{3

100% - Y%nooionocmi /13
Ie.
M3 - MOHO3UTOTHI OJU3HIOKH,
J3 - mu3uroTHI OJIM3HIOKH .
BBaxarots, skuro H=0,7 i BuIe, T0O OCHOBHA POJIb Yy BUHUKHEHHI 3aXBOPIOBAHHS HAJICKUTH
cnaakoBocTi, mpu H=0 o3Haka BUKIMKaHA YMHHUKAMH CepeoBHINA. UMM 3yMOBJICHA JaHa O3HAKa
(cmamkoBicTIO a00 YMHHUKAMHU CEPEOBHINA) BHPINIYIOTh HACTYIMHUM 4YHMHOM. Hampukian,



KOHKOPAAHTHICTh 10 OponxianbHil actMi B M3=47%, a B J13=24%, toni H =0,3=30%,E=100%-
30%=70% o1xe, st o3Haka Ha 30%3ymMoBIeHa CIaAKOBICTIO, a Ha /0% -BIUIMBOM cepeOBHIIA.
Ilapnua xonxopOammuicms - 4YacTKa map ONU3HIOKIB, Yy SIKMX OOMIBAa MapTHEPU MAIOTh
JOCITIDKYBAHY O3HAKY CepeJl yCiX map OJIM3HIOKIB MOMYJIAILII, 2 HE BUOIPKOBO.
Ilpobanona koumkopoanmHicms Ja€ MOXIUBICTH BU3HAYUTH OJHUM YH J[BOMA TE€HAMH

JETEPMIHYETHCS TaHA O3HAKA.
C+2C*

C+2C*+ /],

ae.

C- 4MCIO KOHKOPJAHTHHUX Map OJIM3HIOKIB, y SKUX OyB 3apeecTpOBaHM JHMIIE OJIUH
npoOaH;

C* - ymcno nap OJU3HIOKIB, Y SKMX KOHKOPJAHTHUMU Oyii 00M/1Ba OJIM3HIOKH,

D - unciio AucKOpAaHTHHUX Tap OJU3HIOKIB.

Memoo koumponio 3a napmuepom, KOIU OJHWH 13 ONU3HIOKIB TICHsl BIUIUBY SKOTOCH
YMHHUKA Ma€ TOPYIICHHS, a JPYTUi BUCTYNAE B SKOCTI KOHTPOJIO. Jla€ MOXIMBICTh BUBYHTH
HOPMY peakilii JaHOTO TeHOTHITY 1 BIJIMB Ha HOTO OYAb-IKUX YNHHHKIB.

Jlepmamocnipika - BUBYCHHS PUCYHKY JIiHIKH J00HI  (TaJBbMOCKOIIsI), MANbIIiB
(maxtmnockomisi) i cronu (maaHTockormis). [laminsipHuid Bi3epyHOK T€HETHYHO JCTEPMiHOBAHHMN
(monmireHHa O3HaKa), HOCHUTH 1HAMBIIyaJbHHI HEMOBTOPHUN XapakTep i HE 3MIHIOETHCS MPOTATOM
YChOTO JKUTTS. BiH Bifpi3HsA€TbCA B MPEICTaBHUKIB PI3HOMAHITHUX pac 1 HalllOHAIbHOCTEH.
Bnanocs 3B'a3aTi BUHHKaO4i 3MIHA B CTPYKTYP1 MIKIPHOTO penbedy 3 TMOSBOIO ACTKUX CHAIKOBUX
3aXBOPIOBaHb.

Merton nepmarornidiku He MOTpeOye BETUKHX MaTepialbHUX BHUTPAT, J1a€ MOXJIHBICTH
MPOKOHCYJIBTYBAaTH XBOPOTO Ha BIJACTaHi, MIATBEPAUTH KIIHIYHUAN JiarHO3; UM METOJIOM MOKHA
BHSIBUTH HOCIMCTBO MYTAHTHHX TeHIB. OCOOJMBOrO MOIIMPEHHS METOJ JepMaToriidiku omepkan
IpU JIaTHOCTUII PI3HOMAHITHUX XPOMOCOMHHX CHHIpOMIB. Ilpu 1poMy rpeGeHeBHii paxyHOK
MOXeE SK 30UIbINYBAaTHCS, TaK 1 3MEHITYBaTUCSA, MOXKYTb 3'SBIATHCS JOJATKOBI CKJIAIKH,
3MIHIOBATHCS PO3TALIYBAHHS TOJOHHHUX JIiHiH, po3mip Kyra atd, o y HopMmi He mepesunye 57°.
BuBdeHHs1 7iHIA Ha CTOMI 3aCTOCOBYETHCS 3 TIE€IO XK METOIO, aje YacTillle BUKOPHUCTOBYETHCS B
HAyKOBHX JOCTIPKEHHSX 1 pifiie — y MPaKTUYHIA MEIUITIHI.

Humozenemuuni memoou. 11i MeTonu AO3BOJSIOTH 32 JOMOMOTOI) MIiKPOCKOTAa BHBYUTHU
XPOMOCOMH JIFOAWHH, 1X CTPYKTYpPHI OCOOJIMBOCTI 1 BHUSBUTH TOPYIICHHS YHCIA Ta CTPYKTYPH
XPOMOCOM JIAHOTO OpraHi3My (XpOMOCOMHi Ta TeHOMHI MyTallii). [X BUKOPUCTOBYIOTH I

a) J1arHOCTHKH XPOMOCOMHHX XBOPOO;

0) BUBUCHHS MYTAIIHOTO MPOIIECY;

B) JIOCTIIPKCHHSI HOPMAJIbHOTO XPOMOCOMHOT0 TOTIMOP(])i3My B JTFOJCHKUX MOMYJIAIIsNX.

Memoou:

1. Meroxa kapioTUITyBaHHSI.
2. Meroxa BU3HAYEHHS CTATEBOTO XPOMATHHY.

3. HoBi meromm — nudepenuiiioBane (apOyBaHHSA XpoMOCOM, aHami3 mpodasHux Ta
npomeTadazHux XpoMocoM, (payopectieHTHa riopuau3aris in Situ.

Memoo kapiomunyseanns

Ocho6Hi nokasamHs 00 Kapiomuny8aHHsI.

1) npu HassBHOCTI MHOKHHHHX Ta i30;150BaHuX BBP;

2) npu ypomKEHHMX Balax PO3BUTKY B JITEH, sKi HE BIIHOCATHCS IO TSHHOTO
CUHPOMY;

3) npu 3BHYHMX BUKUIHAX (2 Ta Oliblie), MEPTBOHAPOPKEHHSX y JKIHOK Ta 1HII.
PENpOAYKTUBHHUX BTpATax;

4) npu miao3pi Ha mepegady CiMeiHHOT TpaHCIIOKallii;

5) mis miATBEPIKCHHS iarHO3y, BCTAHOBICHOIO METOAOM  JIOCIIKEHHS
CTaT€BOT0 XPOMATHHY,



6) s TOTOJIOTOBOI AIarHOCTUKY Y BUIIAJIKY JIITHBOTO BiKy MaTepi abo mio3pi Ha
nepeaady CiMeHOI TpaHCIIOKaIlii,

7) mpu migo3pi Ha XPOMOCOMHY XBOPOOY;

8) mpu MHOXXMHHHUX BaJax PO3BUTKY a00 O03HaKax AU3MOP(ii, €TIOIOris IKUX HE
BU3HAYEHA KJIIHIYHO,

9) BiacTaBaHHS B pO3yMOBOMY PO3BHTKY HE3'SICOBAHOI €TIOJIOTII;

10) mopyiieHHs penpoyKTUBHOT (PYHKIIIT HESICHOTO TeHE3Y B JKIHOK Ta YOJIOBIKIB;

11) cyrreBa 3aTpUMKa pO3yMOBOTO Ta (Di3HUHOTO PO3BUTKY B JITEH;

12) npenaraibHa AiarHOCTHKA (PU3HK, MOB'SI3aHUM 3 BIKOM TUTHHHU, HASBHICTIO
TpaHcioKalii y OaThKiB, HApOHKEHHSM TOMEPEIHbOI JUTHHU 3 XPOMOCOMHOIO
IATOJIOTIEI0);

13) neiiko3u (muaiarHocTHKA, OiHKA e()EKTUBHOCTI JIIKYBaHHS Ta MPOTHO3Y);

14) omiHka MyTareHHUX Jiil (pagiamiifHuX, XiMiYHHX);

15) yci crmoHTaHHO a0OPTOBAHI Ta MEPTBOHAPOIKEHI TLIO/IH;

16) miTv 3 KIIHIYHUMH O3HAKaMH repMadpoIUTH3MY;

17) Ge3rutigHi TOAPYKHI MapH.

OO0’ €KTOM LUTOTEHETUYHOTO CIOCTEPEKEHHS MOXYTh OyTH KIITHHH, SKI JUIATHCS
(comatuuni, MmeiioTHYHi, iHTepda3Hi).

Marepian OlomCiiHHIA, OTPUMAaHUN IIJISIXOM ITYHKIIi KiCTKOBOTO MO3KY, TOHAJ, MyXJIUH,
eMOpIOHATLHUX TKAaHUH, JTIM(GAaTUYHUX BY3JIiB, CEJIE31HKH Ta KIITHHU XOpioHa. [Ipu mpenaranbHii
JIarHOCTHII — KJIITHHA aMHIOTHYHOI PITUHY, XOPiOHA, TUTAlIEHTH 200 MyMOBUHHOI KPOBI TUIOAY.

HaiiuacTimme BHUKOPUCTOBYIOTH METOJl KyJbTHBYBaHHS JIMQOUHTIB mepudepudHoi KpoBi
(menpsimuii meton). Etanm mporo mocmimkenns: 1. 3abip kposi (1-2 mMa BeHO3HOI KpOBI,
GbiTOreMarOTHHIH, CEpeloOBHINE); 2. J0AaBaHHSA KOJXIMUHY 3a 2-3 TOAMHH [0 3aKiHYCHHS
KyJIbTUBYBAaHHS 3 METOIO 3YIHMHKH IOALTY KJIITMHHM Ha craaii meradasu — merox MeradazHoi
IUTACTUHKH). Y BHWIIaJKaX, KOJIM HEOOXIiAHO MPOBECTH [ETANbHUI aHalli3 OKPEMOIro paioHy
XpOMOCOMH, BHUKOPHCTOBYIOTH CTaJlil0 mpomeradasu (XpoMocoma penyIuliKyBayacs, aje Imie He
KOHJIEHCYBajacs) — npomMeTadasauii MeTo1 ab0 METO.T BUCOKOPO3PIIIaiyoi IIMTOTEHETHKH; 3. eTall
rimoToHizamii («CIMOTOHIYHUI IMIOK») — JNOJA0Th TIMOTOHIYHMNA PO3YMH XJIOPHIY KaJbIlil0 a0o
[UTPATy HATPi0, BHACIIIOK YOTO KIIITUHA Ha0YyXalOTh, s7epHA 000JOHKA 1 MDKXPOMOCOMHI 3B’ SI3KH
PO3pUBAIOTECS 1 XPOMOCOMH BUIBHO IIABAIOTh Y LUTOIUIa3Mi; 4. ¢ikcariss KIITHHHOI CyCIeH3ii
CYMIIIIIO MeTaHony i onroBoi kuciaotu (1:3), moTiM neHTpudyryoTh, CYCIEH3il0 HAHOCIATH Ha
npeaMeTHe  CKenblie, (IKCYIoTh, BHCYIIYIOTh, 5. (apOyBanHs - wMetogoM ['imze,
mudepenttiioBanoro ta ¢gayopecieHTHoro dapoysanns. bapsuuk ['imze ¢apOye yci xpomocomu
PIBHOMIPHO 1O BCiil 1oBKuHI. [IpH 1IbOMY KOHTYPYIOTHCS LIGHTPOMEPA, BTOPUHHI MEPETIKKU.

Memoo ougepenyitiosanozo apdyseanns — TeMIEPaTypHO-COIHLOBUN BIUIMB Ha (DiKCOBaHI
xpoMocomu ((papOyBaHHs akpixiH-imputoM — Qwmeron, dapda ['im3a — Gameron). [licns moxioHuX
BIUIMBIB 3'SIBIIETHCS MOXIJIMBICTh BHSIBUTH TUCKH (CMyrd, OCHIM) Ha IjIedax XpoMocoMm (MOKHA
ouinutu 6;m3pko 200 — 400ninsHOK). KokHe miiede XpoMOCOMU AUTUTHCS HA paidloHU (Hymeparis
X 3MIHCHIOETHCA BiJl LIEHTPOMEPY 10 TEIOMEPY), AKUX Yy XPOMOCOMI 3BHYaiHO 2 - 3,iHOMI B CMYy3i
BUAULIOTE cyOnosiocy. Hampukman, 3ammc 1p3.6 o3nawae 6-ra cmyra (abo nmuck), 34i paiioH,
KopoTke miede 1-i xpomocomu. BBaxkaroTh, 1o 3a0apBlieHI CErMEHTH — Te€TEpPOXPOMATHHOBI, a
He3alapBIieHI — €yXPOMATHHOBI, B IKUX po3MillleHi koayrodi mociigosHocti JTHK.

Busnauenna cmamesozo xpomamuny. IIpo craH cTaTeBHX XPOMOCOM MOXKHA CYIUTH 3a
CTaTeBUM XPOMATHHOM KJIITHHHUX (IHTep(a3HUX) sjAep, BHUBUCHHS SKHX 3aCTOCOBYETHCS Y
KJIIHIYHIM TIpakTUIll B SKOCTI JOCTYTHOTO METOJYy TECT-IIarHOCTHUKH. X-crmamesuil XpoMamuH
(minvye bappa) - 1le HEBEIMYKE YTBOPEHHS pi3HOI (OpPMH, SIKE YITKO BHIUME Yy CBITIOBOMY
MIKPOCKOITI B SiAp1 KIIITHHY Ha cTaii iHTep(das3u 1 MIBHO MPUIIITae 10 MEMOpaHu spa.

Binpmicts iHTEep(}a3HUX KIITHHHUX SIEP KIHOYOTO OPTraHi3My MICTAThH TUIBIS X-CTaTEBOTO
XpPOMaTHHY, a B SApax YOJOBIYOrO OpraHi3My BiH BiACYTHIM. Bu3HaualoTh BiJICOTOK BMICTY
CTaTeBOr0 XPOMAaTHHY, TOOTO KinbKicTh Tinels Ha 100inTepdaznux suep. Y nopwmi Bin 20 no 40%
KJIITHH XiHOYOro opraHizmy i Biag O 10 5% KJIiTHH Y0JI0BIYOr0 OpraHi3My MICTATh B SApax TiIbIE
X-cTareBoro XpoMaruHy. BBaxaroTh, 1m0 rimdka cTaTeBOTO XPOMAaTHHY YTBOPIOETHCS 332 PAXyHOK
reTepoXpOMaTH30BaHOI (CIipaiiizoBaHoi) X-CTaTeBOi XpOMOCOMH. Y MPOIEC reTepoXpoMaTH3arii



X-cTaTteBa XpOMOCOMa CTa€ HEAKTHUBHOIO H y iHTep(hazHOMY A1api YTBOPIOE IIMHOKY X-CTaTEBOTO
XpoMatuHy. IcHye ¢opmysa, MO BCTAHOBIIOE 3B'SI30K MK KUIBKICTIO TJIHMOOK X-CTaTeBOTroO
XpOMAaTHHY 1 CTaTEeBUX X-XPOMOCOM B OJHIH KJIITHHI:

n=X-1,

Jie: N - KUTbKICTh TTIMOOK CTaTeBOI'0 XPOMAaTHHY,

X - KUTBKICTh X-CTaTEBUX XPOMOCOM.

[Mpu xapiotuni 46 X KiTBKICTh TTHOOK cTaTeBOro XpoMaTuHy aopiBHioe (N=X-1=0), o610 B
KIHOYOTO OpraHi3My B SApax KIITUH BIICYTHS TNIHMOKa CTaTeBOTO XpomaTuHy. BiamoBigHO 110
rimote3n M. JlaiioH, y >XiHOUOMY OpraHi3Mi BIPOJOBXK IMEPIINX JIBOX THXKHIB eMOPiOHAJILHOTO
PO3BHUTKY Bl CTaTeBi X-XpPOMOCOMH 3HAXOJSAThCSA B aKTUBHOMY CTaHI ¥ 0OWMIBI HEOOXIiIHI st
HOpMasbHOTO MudepeHiiroBanHs ctati. Ha 16-my TrxkHI BiZOyBaeThCsl iHAKTUBAILISL OJIHIET CTATEBOT
X-XpOMOCOMH COMaTUYHUX KIITHH, 1 B )KIHOYOI 0COOH, SK 1 B 40JIOBIUO1 (P)YHKITIOHYE TITBKH OHA
X-crateBa XpoMocoMa. Y Takui croci0 JocAraeTbesi eghekm 0o3u 2emig, y pe3yiabTaTi 4oro B
KIHOYOMY OpTraHi3Mi XX-CTaTeBi XpOMOCOMH YTBOPIOIOTh TaKy K KUIBKICTh MPOIYKTY, 5K 1 €A1MHA
X-crareBa XpoMocoma. Y mporieci eMOpioreHe3y iHaKTHBaIlisi X-CTaTeBOi XpOMOCOMH Y TKaHUHAX 1
OpraHax JIFOJIMHH BiOYBA€ThCS 3 HEOJAHAKOBUM TEMIIOM, Y PE3yJIbTaTi YOTO y TUIOAY B TOW CaMHid
Yac y pi3HUX KIITHHAX YTPUMYETHCS pi3HA KUTBKICTB siiep 13 X-CTaTeBUM XPOMATHHOM.

Bwmict X-crareBoro XxpomaTuHy MOKHa BHU3HAUYWTH B PI3HOMAHITHMX TKaHMHAX IUIONY 1
MIPOBI3OPHUX OPTaHiB JIOJAUHU.

Ska 3 1BoX X-CTaTeBUX XPOMOCOM iHAKTHBYETHCS, 3aJICKUTh BiJl BUNIAKY. BBaXkaroTh, 1o B
OJTH1H MOJIOBHMHI KJIITHH XKIHOYOTO OpraHi3My iHaKTUBOBaHa OJJHa X-CTaTeBa XpOMOCOMa, a B PYTii
MOJIOBHHI - 1HINIA. Y 3B'I3KY 3 IUM y BUITQJIKy PEIIECCUBHOTO YCIIaIKyBaHHS, 34ETNICHOTO 31 CTAaTTIO,
y JKIHOYOMY OpraHi3Mi pELeCHBHMA MYTAaHTHMH T€H X-CTaTeBOi XPOMOCOMH KOMIIEHCYETHCS
JOMIHAHTHUM HOPMaJIbHUM T'€HOM IHINOI X-CTaTe€BOI XPOMOCOMH, YOTO HE CIIOCTEPIraeThCs B
YOJIOBIYOMY OpraHi3Mi.

IcHye neximpka MeTOAIB BU3HAUYeHHS X-cmamesozco xpomamuwny. CamMuil TpOCTUH -
BU3Ha4YeHHs Tulenb bappa B 3imkpiOi KIITUH CIM30BOiI OOOJOHKM IHIOKH mpH (apOyBaHHI
areTopceiHoM. 3jerka MPUTUCKAIOYHM IINaTeNlb, OepyTh 31MKPIO 31 CIM30BOi OOOJOHKH IIOKH,
PO3MOAIIAIOT, MAa30K Ha MpEeAMETHOMY CKJi 1 Ha 1-2 XxB. mojaroTh OapBHUK areTopcein. IloTim
MOKPUBAIOTh TpEenapaT MOKPUBHUM CKENbIEM 1, 3JIeTKa NPUTHCKAIOYW, BUAAJSIOTH 3aJIHUIIOK
OapBHHKa (IIBTPYBATBHUM MarnepoM. [Ipemapar BUB4aIOTh 3a JOIOMOTOIO CBITJIOBOI'O MIKPOCKOIIA
3 iMepciiauM 00'ektuBOM. [limpaxoByrore 100 inTepdaszHux saep 1 KUIBKICTh iX 13 rauOkamMu X-
CTaTeBOT0 XPOMATUHY BUPAXKAIOTh Y BiJICOTKAX.

BuxopuctoBytoThes 1 iHII 3acoOu dapOyBaHHS X-CTaTEBOTO XpOMATUHY:. 3a DenbeeHoM,
MemuneHo8UM CUHIM 13 HU3bKUMU 3HaUYeHHIMU pH, kpe3un-eionemom 1 iH.

Po3pobiieHi TakoX METOIM MiApaxyHKy Y-CTaTeBOro XpomarwHa. Y I[bOMY BHITAJIKy
BUBYAIOTH EINTENH CIU30BOI OOOJOHKHA IIOKA B YOJIOBIKIB 3a JOIOMOTOK JIFOMIHECLIEHTHOI
MIKPOCKOTTIi.

Ilokaszanns 0o eusnauenns X- i Y-cmamegozo Xxpomamuna.

1) BU3HAYCHHS CTaTi 3a HASIBHOCTI repMadpOAUTH3MY;

2) 3 METOI BH3HAUYCHHSI CTaTi JI0 HAPOKCHHS TUTUHU (IIPU aMHIOICHTE31), 100 y BHITAIKy
BHSIBJICHOI TATOJIOTii a00 BCTAHOBJEHHI YOJOBIYOi CTaTi MPH BHCOKOMY pPHU3HKY XBOPOOH,
34YETJICHOI 31 CTATTIO, BUPIIIUTU MUTAHHS PO NiepepruBaHHs abo 30epiraHHs BariTHOCTI;

3) It AIarHOCTUKY CIAJAKOBHX 3aXBOPIOBaHb, MOB'I3aHUX 13 MOPYIIEHHSM YHUCIIA CTATEBHX
XpOMOCOM. Y IIbOMY BHUMAJKy KIJIBKICTh TJIHOOK X-CTaTEeBOIO XPOMAaTHHY B KIITHHI MOXeE
30ipIIyBaTUCs (3aMicTh OfHieT MoXxe Oyt 2-3) a00 3MeHITYBaTUCS (B KIHOYOTO OpraHi3My MOKe
OyTu BiCyTHIH X-cTaTeBUil XpOMaTHH);

4) nas BU3HAUCHHS XpOMOCOMHOT MATOJIOTT IITEH 13 MOPYIIIEHHAM IHTEICKTY;,

5) /Ui BUSIBIICHHS CIIaJKOBOI MATOJIOTII MpH TEPBHHHIN amMeHopel i paHHI BTOPHHHIH
amMeHopei B JKIHOK, a TaKOK O€3IUTi /T B YOJIOBIKIB.

MoneKynapuo-yumozeHemuuni memoou

Meton MmosekyssipHoi (ryopecuenTHoi riopuamsanii in situ (FISH) 3acHoBanwii Ha
3naTHOCTI  xpomocomuoi JIHK yrBoproBatm cCTiiiki riOpuaHi MOJEKYIHM 3 BIIOMHUMH 3a
nykineoruaauM ckimagom JIHK (PHK Ta imm) - mpobamu Oe3mocepeHbO Ha ImpemapaTax



(bikcoBaHMX KIIITHH, XpOMOCOM Ta iHTep(ha3HUX sfep 3 MOJAIBIINM BUSBICHHSAM PpE3yJbTaTy
riopuamzarii mo MiTii — (IyOpecreHTHOMY  CHUTHaJly B OdYiKyBaHOMy Micii. [Ipemapar
JOCTIKYIOTh 32 JOMOMOTOI JIFOMIHECIICHTHOTO MIKPOCKOMA. 3aCTOCYBaHHS IIHOTO METOIY
JT03BOJIMIIO TIEPEUTH BiJ BUBYEHHS MOPQOJIOTii XpoMocoM 10 aHamizy nociigoBHocten JIHK, mro
BXOJATH JI0 iX CKJIQNdy.

VY SIKOCTI DOCIHIKYBAaHOTO MaTepiaay MOKHAa BUKOPHUCTOBYBAaTH HE TiIBKU ITUTOTEHETHUYHI
mpernapard, aine i cTaHgapTHO modapOoBaHI Ma3KHM KpOBi, KICTKOBOTO MO3KYy ab0 BiIOWUTKH
niMQoBY3IIiB, a TaKOX apXiBHUW TICTOJIOTIYHUN Marepian, SKAi 30epiraeTbCs y BUTIISII
napagiHoBHUX OJOKIB.

Brepmie in situ riopuansartis Oyma ommcana y 1969 pori, Konmu y SIKOCTI MiTKH OyB
BHKOPHCTAHMII pamioakTwBHHII ~P. B momambmoMy po3po6Ka HEpamgiOaKTHBHHX CHCTEM
MapkyBanHs JIHK-30H11B 3poOuia et MmeTo 6e3rmeyHuM Ta JOCUTh MPOCTHM Y BUKOHAHHI.

B sxkocti JIHK-nipoou (JIHK-30H12) MOXyTh OyTH BimHOCHO HeBenuki ¢parmentu JIHK,
KoMIuieMeHTapHi Tid mociigoBHocti JJHK, mo anamizyerscs. Po3mip 30H11B MOKe BapiroBaTH Bif
90-100 Tuc. m.H. 10 NEKUTbKOX MIIBLHOHIB M.H., TOMY B SIKOCTI MIIIIEHI MOXYTh OYTH HE TiIbKU

OKpeMi XpOMOCOMHI JUISTHKH, aJIe i yCsI XpOMOCOMa.
rs .

Pucynok 12.  Kaprtuna riopunuzanii 3
nokyccrnenudpiyaum 3oug0M LS| BCR/ABL Dual color,
Dual Fusion

Ils HOBa MeETOOWMKA JOCHIDKEHHS KapiOTUIY Ja€
MOKJIMBICTh 00’ €KTUBHO OIIIHUTH PO3MIpPH KIJIOHY KIIITHH,
SIKI HECYTh XPOMOCOMHY a0epallito, OCKIJIbKH JIJI1 BUBUCHHS
CTalOTh JIOCTYIHI KIITHHHI ToOmyssimii BIiomy. Merton
bnyopecuentroi  in  Situ  ri6pummszanii  (FISH) 0ys
pO3pOOIIeHUH ISl BUSBICHHS KOHKPETHUX TOCIIIOBHOCTEH
JIHK OGesmocepeqHb0 Ha IMTOJIOTIYHMX TIpernaparax. BiH J03BOJNIMB TMEPEUTH BiJ BHUBYCHHS
Mopoorii xpomocom J0 aHamizy nocruigosHocrei JTHK.

FISH € ctangapToM B MiarHOCTHUIll MIKpOJIEIEIii, OCKIIBKH JIaHl MOPYIIEHHS B OUTBIIOCTI
BUIIAIKiB HE MOKHA BUSBUTH 32 JJOTIOMOTOI0 TPAIHIIIITHOT ITUTOTCHETHKH.

MikpoaeseniiiHi CHHAPOMH - TII€¢ TCHETHYHI TIOPYIICHHS PO3BUTKY, IIOB'A3aHl 3
HEBEJIMKUMHU XPOMOCOMHHUMH JENICIIsIMH, IO 3a4iNaloTh OJUH a00 KiJTbKa T'eHiB.

Meron Takox J03BOJISIE BUSABUTH JeNelii, 1HBepcii, TpaHCIoKallii, myrurikamii, Ta iHII
ckiaaHi mepeOynmoBu. J[Bo- 1 TphoX KoimbopoBa  (ayopecueHTHa TiOpuamsamis N Situ -
3acTOCYBaHHS (IyOPECEHTHHX OapBHHKIB (PogaMiH — 4epBOHHUE KOJIip, (iyopeciein i3oTiomiaHar
— 3eJICHWH KOJIpP) — BUKOPHCTOBYEThCS Ui OONIKY CHMETPUYHHUX XPOMOCOMHHUX aOeparil,
TarHOCTUKYU aHEYIUIOiii B iHTep(da3HUX siapax.

Hopisnanvna zenomna ziopuousauin (CGH)

SIKIo KUBI KIITUHU HEIOCTYIHI a00 BOHHM HE AUIATHCS B KYIbTYpi, TOAI XPOMOCOMHHUMN
aHaII3 MPOBECTH HEMOJKJIMBO, IO HEPIAKO TPAIUISETHCA B OHKOIIUTOTEHETWYHIN TpakTuii. s
TaKMX CUTYalliil BiJHOCHO HEIABHO 3apPOTNIOHOBAHUI albTePHATHBHUM MiAXiJ, HE 3aCHOBAHUI Ha
BUKOPHUCTaHHI MeTaa3zHUX XpPOMOCOM TMYXJWHHHUX KIITHH. 3ampornoOHOBaHWUN METOJ -
nopiBHsiJIbHA reHoMHa riopuau3anis (CGH), BusBisie npodink 3MiH KUTBKOCTI KOMii KOXHOTO
JOKyCy (BTpaTta XpOMOCOM, jejerii, iHcepiiiid, amruridikariii) B 3pa3ky MyXJIHHHOI TKaHUHH i
J03BOJISIE KapTUPYBaTH 1i 3MIHM Ha HOPMalbHHUX MeTadazHUX XpOMOcoMax, TOOTO METO.
3aCHOBAaHWI Ha TiOpuau3arii in Situ qudepeHmiino MideHUX 3pa3kiB ToTanbHOI myxiuHHOI JJHK
narienTa i pedgepercnoi JJHK 310poBoi ocobu.

OTxe, iICHYI0Yl MOJICKYJISIPHO-ITUTOTEHETUYHI T1IXOU 1 METOU B KJIIHIYHINA ITUTOTCHETHII
BUPIIIYIOTH MpoOseMy TouHOI ineHTU(ikauii OyIb-IKHMX BapiaHTIB XPOMOCOMHHUX IOPYIICHb,
JO3BOJISIFOTh TIOCTABUTH TOYHWHA TEHETWYHHWW JiarHO3 3 BHSBICHHSIM KOHKPETHOI MPUYHHU
3aXBOPIOBAHHS, 10 HAA3BUYAWHO BAXIMBO [JIS YyXBaJICHHS NPABWIBLHOTO pIIIEHHS IIpH



JI0MIOJIOTOBOMY OOCTEXXEHHI IJI0JTY, @ TAKOXK MPH MEIUKO-TEeHETUYHOMY KOHCYJIbTYBAaHHI pobaHIa
Ta 4YiIEHIB MOro poauHU. TakKuM YHWHOM, CyYacHI TEHETHYHI TEXHOJIOTIi JO3BOJISIIOTH MPOBECTH
KOMIUIEKCHE  TU(EpeHIIfHO-TIaTHOCTUYHE  OOCTEXEHHsA, sKe Trepadayae  3aCcTOCYBaHHS
CTaHJAPTHOTO XPOMOCOMHOIO aHalli3y, MOJICKYJISIPHO-IIATOIC€HETHYHOTO Ta MOJEKYJISIPHO-
F€HETUYHOI'O0 METO/IIB.

BukoprucToBy€eThCS B OHKOTCHETHIT. PalioHu nenerii BMIIIYIOTh TeHU-CYIIPECOPH, a palilOHU
amrutiikarii — OHKOTeHH.

JIHK-oiaznocmuka. O6'ext nocmimkenns (JIHK) 3anumiaerbesi mpakTHYHO HE3MIHHOIO
IPOTSTOM JKUTTSI OpraHi3My, MOYMHAIOUM 31 CTajii 3aruliAHEHHS SHIEKIITHHH, 1 1€ JO03BOJISIE
MPOBOJIUTH JIOCTI/DKEHHSA Ha Oyab-sKiid cTamii po3BUTKY opraHizmy. 3a pomnomororo JIHK-
JIarHOCTHKHU MOYKHA BUPIIIUTH HACTYITHI 3aBIAHHS

- TIATBEPKCHHS KIHIYHOrO JiarHo3y abo audepeHIliiiHa JlarHOCTHKAa B
Mari€exra;

- TpecUMITOMAaTHYHA J1arHOCTHUKA - KOJW KIIIHIYHI O3HAKW 3aXBOPIOBaHHS 3
Mi3HIM J1e0F0TOM BIJICYTHI, JIO3BOJISIE 3IIMCHUTH TIPEBEHTHBHE JIKyBaHHS (XBOpoOa
Binscona-Konoainosa).

- mpeHaranpHa naiarHoctrka 3a JJHK mmigHOoro matepiany (BOpcMHHM XOpioHa,
KJIITUHU aMHIOTHYHOI PIZIMHH, KPOB IUIOMA), SKA JO3BOJISIE TOMEPEIUTH HAPOHKCHHS
XBOPHUX JIITEH 13 TSHKKUMHU CIIAJKOBUMU 3aXBOPIOBAHHIIMH 1 I03BOJISIE CIM'T, SIka Ma€e XBOPY
IUTHHY 31 CIAJIKOBUM 3aXBOPIOBAHHSAM, HAPOJIUTHU 3JOPOBY TUTHHY.

- mpeimruiadtaniiHa pgiarHoctuka 3a JIHK sitmexmitunau, ska apoOUThCS,
3aIUTiAHEHOT iN Vitro;

- BHU3HAYCHHsS HOCIICTBA VIIKOUKEHOTO TEHa /I JKIHOK y BHIAIKy X-
34eIJICHUX XBOPOO.

Mamepian: y TOCTHaTaIbHOMY MEpiofi — SIPOBMICHI KIITUHH KPOBI; Ui JOMOJOTOBOI
JIarHOCTHKHU — KJIITUHU BOPCHUH XOpPiOHA, aMHIOTUYHA PIIMHA, KPOB TIJIO0/A.

Memoou: ipsiMi Ta HETIPSIMI.

Ipsmi memoou TPYHTYIOThCS Ha TIOIIYKY MYTallii, sKi TpU3BOAATH 10 XBopooOu. BoHu €
TOYHUMH, MOXKYTb OyTM BUKOPHUCTaHI JUIS MiATBEP/HKEHHS KIIHIYHOTO A1arHO3y, A MPOTHO3Y
nepediry 3axBoptoBaHHs. LI MmeTonu € iHpopMaTHBHUMU B CIM'AX 0e3 mMpoOaH/Ia, OCKIILKH aHaIIi3
MyTaliii MOXJIMBHHA y OaThKiB XBOpOi IUTHHHU. HemocTaTkoM [MaHOTO MiIXOAYy € CKIAIHICTh
MOITYKY MATOJIOTTYHUX MyTaIliid, 0COOIMBO Y BETUKUX reHaX.

Henpsimi memoOou TpYHTYIOTbCS Ha aHali3l 34YEIUICHUX 13 MATOJOTIYHHM T'€HOM
nomimMopaEX MapkepiB. IleBHumu ymoBamu st mpoBeaeHHs Hempsimoi JIHK-miarnoctukm €
BIICBHEHICTh Yy KIIIHIYHOMY JiarHo3i, BiCYTHICTh T€HETHYHOI TE€TEPOTreHHOCTI Ta JOCTYIHICTh
HEOOXI1THUX YJICHIB CiM'T mpoOaHa.

Eranu:

1.Orpumanns JIHK-3paskis: Buminenns yciei JJHK (rorampHoi a60 renomuoi). J[xepemom
JAHK moxyTth Oyt neiikonutu nepugepudnoi kpoi (1 mi), xopion (20-40wmr), KynbTypa KIiTHH
(5-10mr), iHKOIH HOCTaTHBO 1 Kparuti KpoBi, 3imKpe0y OYKaIbHOIO EMiTeio.

2. HakonuueHHS BHM3HAYCHMX (parMeHTIB 3a JOMOMOIOI0 TOJiMEpa3HOi JaHIIOrOBOI
peakmii (ITJIP) - meron ammidikarii (posmuoxkenns) JHK, y kigpkocTi, sika B MIiIBHOH pa3
MEPEeBUINYE BHXIAHY. Y BIANOBIIHIAN HYKJICOTHUAHIM TIOCHITOBHOCTI KIHIIB JUISHKH, SKa
JOCITIIKYETHCS, CHHTE3YIOTHCS JIBa OJIITOHYKIUIHUX MpaiimMepa (3atpaBku), noBxuHoi0 20 - 30map
HykineoTuaiB. [lponec amruridikanii mukmiuauil. Koxxauii mukn BKITo4yae 3 crafii: TeMneparypHa
nenarypamis JIHK (posmomin JIHK wa pgBa naHmiord), OpHEIHAHHS MpaiMepin 1o
KOMIUIEMEHTAPHUX TIOCTIIOBHOCTEH OJHOJAHIJIOTOBUX MOJIEKYJ, CHHTE3 MOJIHYKICOTHIHUX
JIAHIIOTIB Ha OJHOJIAHIIOTOBUX MOJICKYJIaX y MeXaxX NPUEIHAHUX IpaiMepiB 3a OTMOMOTOI0
noJriMepasu.

3. Pecrpuxkuis JAHK na dparmentun. Po3puB nBonanioroBux JIHK 3a momomororo
PECTPHKTa3 y MeXaxX BU3HAUCHUX IS KOKHOTO ()parMeHTy TMOCHIJOBHOCTEN 4 map HYKJICOTHIB.

4. Enextpodope3 ¢pparmentiB JIHK. dparmentn JIHK pyxatorbcs B remi mia i€t
MOCTIHOTO EJIEKTPUYHOTO CTPYMY BiJi HETATHBHOTO MOJIOCY 0 MO3UTUBHOTO. LIIBHIKICTE pyxy
(bparMeHTIB 3aJICKUTH B HOTO0 pO3MIpIB — YUM OljIbIIa MOJIEKYJISIpHA Maca, TUM MOBUIBHIIIE BiH



pyxaetbcs. Koxumit ¢parment JHK 3aiimae BH3HaueHe MOJOXKEHHS Yy BUIJISAL JUCKPETHOL
MOJIOCKH B KOHKPETHOMY Mici. JJoBXKUHY KOKHOTO (pparMeHTy BH3HAUYAIOTh MIJISXOM MOPIBHSIHHS
npoiieHoi parMeHTOM BiJICTaHi 3 BIICTaHHIO, SIKY IPOMIIOB cTaHAapTHUH 3pa3ok JTHK.

5. Bizyamizanis 1 inentudikamis ¢pparmentis JIHK. 3 meToro Bizyamizaiii reixp 00poOIsSIOTh
Oopominom etimis. IIpu ynbrpadioneToBoMy ONpOMiIHEHHI MOBEPXHS Tl CBITUTHCS B YEpPBOHIN
JUJISTHIT CTICKTDY.

Cyuacui wmerogu JIHK-giarHocTuku:  caliT-cnpsMOBaHMW  MyTareHe3, TEXHOJIOTIS
pexombinanTaux JIHK, Southerror.

1. Auaniz nonimopghizmy Oosxcun pecmpuryiunux ¢paemenmis. Y wmonekynax JIHK
BIIKPHUTO SIBHINE TaK 3BAHOTO peCmpuKkyitinoco noaimopgizmy, MOB'I3aHOTO 3 MYTAIlisIMUA B calTax
BITI3HABAaHHS ISl NIEBHOI peCTpUKTa3u. Y pe3ynbTari ¢pepMeHT HemiezgatHuil pospizatu JJHK. 3a
HasgBHOCTI cnenudiuanx JIHK-30HmIB 13 pamioHYKIIZHOO MITKOKO 1 PECTPUKTa3 MOXKHA
IpoaHaji3yBaTy NOCIiI0BHICTh HyKIeoTuais y JJHK.

2. Auaniz nonimopghizmy mixpocamenimuux nociaiooenocmeu. Y 1985 p. E. JIxedpus
BcTaHOBUB JuIsi TeHiB Monekynmu JIHK omHy ocoOnuBicTh, YHIKaNbHY AJIsi KOKHOI JroawHHu. Ha
OCHOBI MiHICATENITy IHTPOHHOI MOCIITOBHOCTI Miorjo0iHy BiH ctBopuB 30HA JIHK, mo BmizHae
rinepBapiadensny JJHK. JIHK BuTsrarots i3 npoOu i 3a JONOMOro0 pPecTpHKTa3 po3pi3aioTh Ha
BIJPI3KH, a MOTIM iAeHTHU(IKYIOTh PaTiOHYKIITHUMH Mapkepamu (30HAaMu), 110 crenudigHo
npueanytoTbes 10 Biapiskie JAHK. Li Bigpi3ku mMOTiM BUIUISIOTH 1 IEPEHOCATh Ha PEHTTEHIBCHKY
miiBky. KapThHa s KOKHOTO BHMAAKY CTPOTO crerudivyHa 1 Ja€ MOXIIMBICTH MPOBECTH
"reHeTHYHY JaKTHJIOCKOINIO', M0 BHKOPHUCTOBYETHCS B CYIOBO-MEIUYHIN MPaKTUIl, IS
JTIarHOCTHKH  CIAJIKOBUX  3aXBOPIOBaHb, 110 BKJIIOYAE TEPEBIPKY MalOyTHIX  OaThbKiB,
HOBOHAPOJDKEHUX JIITEH, 3apoAKiB B yTpoOi MaTepi Ha HAsBHICTh, HANPHUKIAJ, M'130B0i quUCTpodii
Jromena, kicto3Horo ¢iopo3y i T.1.

3. Pecmpukyitinui ananiz /JJHK 103BOJsiE BCTAHOBIIOBATH PO3XO/DKEHHS B OKPEMHUX Iapax
HYKJICOTH/IIB, [0 BAKJIMBO NPH MIATBEPKEHHI IiarHO3y CEpPIONnoiOHOKIITHHHOT aHeMii (3amiHa
AT na TA). BcraHoBineHo, 1110 3amiHa BiIOYBa€ThCs B T'eHI, IO KOJYE [-JIAHIIOT TeMOrIO0iHY
JIOAMHHU, Yy caiiti, yymmBomy a0 pectpukrasu Ddel. ®parmentn JIHK, orpumani mpwu
PECTPHKIIITHOMY aHalli31 B 3/I0POBOI 1 XBOPOi JIOAMHMA MOKHA MOPIBHATH 32 JOIOMOTOI0 METONIY
eibpuouzayii 3a Cayzepnom, BuxopuctoBytoun sk 3oHnx JIHK ren [ - remornoOiny 3
PaiOHYKIIITHOIO MITKOIO. [{luM MeTo0M MOKHA BU3HAYUTH HASBHICTH MYTAaHTHOTO T€HA B T€HOMI
eMOpioHa 3a JIeKiIbKa MICAIIB A0 HapouKeHHs. [ 1mboro HEOOXiAHO KYJIBTHBYBATH KIITHHH,
OTpUMaHi MpU aMHIOLIEHTE31.

4. SSCP(Single Strand Conformation Polymorphismyeton ananizy koHdopMariiiiHoro
nonimMopdizmy onnonanimorosoi JJHK — peectpanist BinmiHHOCTEH e1eKTpodOpeTHIHOT pyXJIMBOCTI
onnonanurorosux JIHK, onHakoBUX 32 BETUYMHOIO, ajie PI3HUX BHACIHIJOK HYKJICOTUIHUX 3aMiH Y
MPOCTOPOBiM oOprasizamii MoOJEeKyaH. BUKOpUCTOBYEThCS Ui BUSBICHHS TOYKOBUX MYTAIlii.
®parment JIHK posmipom Bix 30010 800HYyKICOTHAHMX TTAD.

5. HA (Heteroduplex Analysis) — amrridikamiidHiii cymim mopsia 3 TOMOAYILICKCAMH,
PEECTPYIOTHCS TETEPOAYIUIEKCH MK HOpMaiabHUM 1 MyTanTHUM JaHiorom JIHK. 'erepoaymnekcHi
MOJICKYJIH 32 €JIEKTPO(OPETHUHOIO PYXJIMBICTIO BiAPI3HSAIOTHCS BiJl TOMOIYIIJIEKCHUX BHACIIJOK
KOH(OpMaIIMfHUX OCOOIMBOCTEH Yy MICIAX HECHIBMAJaHHSI HYKICOTHIIB. BUKOPHUCTOBYIOTH ISt
BUSIBIICHHSI MYTallild, III0 3HAXO/SATHCS Y T€TEPO3UTOTHOMY CTaHi, a TAKOXK 1HCEPIIiN 1 AeTEIii.

6. DGGE — nenarypyrounii rpamieHTHUN Tenb-dnekTpodopes. JJHK-nyminexken nmignaroTees
Mirpariii B reiii 3 TpajiieHTOM JICHaTYPYIOUHUX YMOB.

7. CCM (Chemical cleavage of mismatch)meron riopuamsamnii migenoi JJHK-mpobu 3
Ti€l0, IO TOCHIIKYEThCS. MyTallii BUSBIISIOTH 32 JOIMIOMOTOI0 XIMIYHOTO PONICTIIICHHS HECTIapEeHUX
OCHOB TpHU J0JaBaHHI TeTpaxjopuay amoHis. Llum metomom Tectyrothess JJHK posmipom mo 1
THUCSYi Tap HYKJICOTHIIB.

['pyna 3axBOproBaHb, T€HHM SKHX JIOKaJIi30BaHi, aje IOKH M0 HE 1AcHTU(IKOBaHI, €
HaWOUIBII AMHAMIYHOIO. BChoro B KaTanmo3i CnaJkoBUX 3axBoproBaHb Mak-Ketocuka Oinmbpine 10
300 3anuciB. Ha panuii wac JIHK-miarnoctuka 3ampoBamxeHa mnpuOmmsno st 1000 xBopoO.
Pyrunna JIHK-niaraoctuka 385xBopo6 npoBoauthes B 280maboparopisix 3axigHoi €spornu. OqHa



nabopatopist aiarHoctye 10-12 xBopo6. Onniel naboparopii JoctatHbo A odciyropyBanHs 300
ciMel Ha piK.

B VYkpaini giarHocTuka CHajKoBUX XBOpOO MNPOBOAMTHCS B IHCTUTYTI MOJEKYISIPHOI
Oiomorii 1 renetnkn HAH VYkpainu, YkpaiHChbkOMY HayKOBOMY IIEHTpl MeanyHoi renetnkn AMH
VYkpainu, [HctutyTi [TAI" AMH VYkpainu, KuiBcbkili MeuuHIN akagaeMii MiCISIUTIIIOMHOT OCBITH
nikapiB Ta nmposizopis im. [1.JI. Hlynuka.

Bioximiuni memoou — KOMILJIEKC IOCHIKEHb, SKI J03BOJIIIOTH BHUABUTU PI3HOMAaHITHI
MOPYIIEHHST 0OMIHY pe4OBHH. BOHU BKIIIOYAIOTH!

a) JIOCIIDKCHHS IEPBUHHOTO €H3UMONIATUYHOTO Te(EKTY;

0) po3mi3HaBaHHS XBOPHX CEPEJ BEIMKHX MOMYJIAIiil i BUABICHHS HOCIIB MAaTOJOTIYHHX
TCHIB 13 BHUKOPDHCTAaHHSIM CKPHHYIOUMX IpOrpaM, Jal0Th MOXIHUBICTh TEPEBIpATH  YCIX
HOBOHAPOKECHUX HA HASIBHICTD JIEIKUX T€HETUIHUX e(DEKTIB HAa JOKIIHIYHOMY €Tarl.

CkpuHIHT MOXe OyTH cerexmusHum (Cepel TPYNU PU3KMKY - "TpocitoBaHHs") abo Macosum
(oOcTeskeHHST yCiX HOBOHAPOKEHHMX 3 METOI0 PAHHLOTO BHUSBJICHHS Ha JOKIIHIYHIA cTajii
3aXBOPIOBAHHSI, IKE MOYKHA JIIKYBaTH).

Emanu ckpuniney:

1. NEPBUHHUI CKPUHIHT - BHSBIEHHS XBOPUX 3a JIOTIOMOIOI0 IMPOCTHX
010XIMIYHHUX TECTIB;
2. YTOUHEHHS J1arHO3y - iJeHTU(IKallis XBOPHX i3 3aCTOCYBaHHAM TOYHHX

6ioximiuaux meromiB gociimkenns (TMC, razopiguaaa xpoMaTtorpadis Ta iHIIL ).

Tlokazanns 00 cenekmusHo20 CKpUHIH2Y:

1) 3aTpuMKa MCHXOMOTOPHOTO PpO3BUTKY JiTel (po3yMoBa BiJCTaliCTh Yy
CTapILIOMY BIIli);

2) HEBPOJIOTiuHI MOpyIIeHHS (CYIOMH, 3HIKECHHS TOHYCY, CIIAaCTHYHI IMape3u);

3) AucnenTHYHI SBHIIA, HENEPCHOCHMICTh OKPEMHX MPOAYKTIB, MOPYIICHHS
BUTOJIOBYBaHHS;

4) 3atpuMKa i HOPYIIEHHS (i3UIHOTO PO3BHUTKY;

5) karapakra, MOPYIICHHS CIyXY, 30pYy, crienudiuHuii KOJip i 3amax cedi, mKipHi
MIPOSIBH.

Mo>XyTb 3aCTOCOBYBATHCS SIKICHI Ta HAMMBKUIbKICHI METO/IH.

Heaxi ckpunine-mecmu.

IIpoba ceui na Ginox i3 cynvgocaniyunosor xuciomor. Ha teMHomy (QoHi po3risiiaroTh
B3ipellb, MyTHICTh OIIHIOIOTh Y +.

Ilpoba Deninea na ankantoHypiro, (HEHUIKETOHYpito, rictuauHemiro. [lo cedi momaroTh
3amiza xJyopua. HasBHICTH CHHBO-3eN€HOrO abo Cipo-3eeHoro 3a0apBIEHHS CBIIYUTH IPO
MO3UTHUBHUI pe3yibTar npodu (piseHs Geninananiny 0,151/m a6o 16 mr%. JliarHocTHKa MOK/IHBA
3 2-T0 MICSIIS XKUTTA AUTUHU. |71 11IarHOCTHKHM B HOBOHAPOJKEHUX 3aCTOCOBY€EThCS TecT ['aTpi.

IIpoba na kemornosi mina. J1o cedi 1oAar0Th PO3UYMH HATPIIO HITPONPYCHAY 1 IAKWUN HATP, a
MOTIM KPUKaHY OITOBY KHCIIOTY 1 BU3HAYAIOTh KOJip. Peakilis MO3UTUBHA, SIKIIO IICIs 10aBaHHS
OILITOBOI KHCJIOTH PO3YKH 30epirae BUIITHEBO-UEPBOHE 3a0apBiecHHS (IO3UTHBHOIO BBAXKAIOTh MPOOY
1 mpu cnabo-pokeBOMYy 3a0apBIiCHHI). 3aCTOCOBYETbCS JUIsl JIarHOCTUKU IIYKPOBOTO mia0ery,
HUPKOBOTO J11a0eTy, TIIKOT€HOTUPEOTOKCUKO3Y, akpomeralii. OLiHIOITh Y +.

Ilpoba 3 yemurmpumemunamonis — opomioom  (UTAB) mna  enikozaminoenikau
(myxononicaxapuou). Peaxtus. posuun LITAB y 1M uutpatHomy Oydepi; pH 5,75. o ceui
nomaioth po3unH L[TAB 1 cmocrepirailoTh yTBOpeHHs mpeuummitamii BopoaoBxk 30 XB.
[TnacTiBuacTuii ocaj CHOCTEPITaEThCsl Yy XBOpHUX 13 cuHIapomamu ['yprnepa, Xantepa, Mapdana,
PEBMATOIIHUM apTPUTOM 1 iH.

Tecm i3 monyiounoeum cunim Ha 2nikozaminoanikanu (mykononicaxapuou). PeakTus:
PO3UMH TOJYIAMHOBOT'O CHHBOI'O B OLTOBIM KUCNOTI, eraHon 95%. TonyinuHoBuii cCUHIN pearye 3
KUCJIMMHM TJIIKO3aMIHOTJIIKAHAMU SIK KaTIOHOBHH OapBHUK, YTBOPIOIOYH CTIHKY IypPHypOBY
Ka0JIyuky Ha OJITaKUTHOMY (DOHI.

Hoo-azuona npoba na yucmun. JIo cedi, BUCyImeHoi Ha QilbTpyBaIbHOMY Mamepi, 10al0Th
HoJ-a3uIHUI pEaKkTHB 1 CIOCTEPIraloTh 3a BUIBITAHHSIM TEMHO-KOPHYHEBOTO 3a0apBieHHA. SIKIIO




BUIBITAHHS BiJOYBA€TbCA MPOTATOM 5 XB., Y 3pa3Ky MICTHTbCA IIMCTUH a00 TOMOLUCTHH Y
I IBUIIIEHUX KOHIIEHTpPAITisX.

Ilpoba Cenisanosa (na @pykmo3sy). Pe30puuH pO3YMHSIOTH y KOHIICHTPOBAHIM COJISHIH
KHUCJIOTI, TIIIrpiBalOTh HAa BOJAHIN OaHi. 3a HasBHOCTI (PPYKTO3M CIOCTEPITAETHCS IHTCHCHBHE
YepBOHE 3a0apBIICHHS.

Ilpoba na eanaxmo3sy i nakmo3zy. Jlo cedl n0mar0Th KOHIIGHTPOBAaHUN pPO3YMH aMiaky i
NaOH. HarpiBaioTh 10 KHUIiHHS, OSBA SICKPaBO-)KOBTOTO 3a0apBICHHS CBIIYHUTDH MPO MO3UTUBHY
po0y.

Ilpoba na nopghipiro. Tlpody mpoBoasTh i3 cedeto abo (dekamisMu, M0 SKUX TOJAIOThH
aMIJIOBUH CIUPT, KPUXKAHY OITOBY KUCIOTY W edip y piBHHX KiIbKOCTsX. [losiBa miamMmaHTOBO-
poxeBoi ¢uryopecueHii B Y @-npoMeHsX JOBOAUTH HAsIBHICTh OPQipUHY.

Hasaumaosicyseanvni npodu - BUKOPUCTOBYIOTHCS ISl BU3HAUEHHS T€TEPO3UTOTHOCTI NPHU
¢eninkenoypii (PKY), ranakrozemii, xBopo06i Tes-Cakca ta iH. Y HopMi BMicT eHinananiny (DA)
B wiasmi kpoBi 0,04 r/n (4 mr%). ¥ xsopux Ha ®KVY - 0,4-0,61/1 (40-60 Mr%), Busnauenus
reTepPO3UTOTHOIO HOCIHCTBA MPOBOAATH TaK: BBOAATH BHYTPIIIHBOBEHHO (PEeHINaHIH i BU3HAYAIOTH
fioro piBeHb y IIa3Mi KpOBi yepe3 MEBHI MPOMIXKKHU 4Yacy. SIKio roanHa romo3urotaa (AA) i He
Hece reHa OKVY, To yepe3 4 roquHu BiJ MOYATKY AOCIIIKEHHS piBeHb @A B KpPOBI MPUXOAUTH 0
HOpMH. Y TETepO3UroT, M0 HecyTh T'eH a (Aa), piBenb PA Oyjae miaBuINeHUH 1 yepe3 4 roaUHU
MICHIS TOYATKY AOCHTIIKEHHS.

Ilonynauiiino-cmamucmuunuii Memoo BUBYCHHS CIAJKOBOCTI JI03BOJISIE BUSIBUTH!
YacTOTy PpI3HOMAHITHHX TEHOTUIIB y JaHId MOMyNALii; CHagkoBi 3aXBOPIOBaHHS, IO
3yCTpIYarOThCA B HIiM 1 iX 4acTOTY, CITIBBIIHOIIEHHS TOMO- 1 TE€TEPO3UTOT. AHAI3 MOYNHAETHCS 3
BUOIpKH 0Ci0 13 MOMyMALil, MOTIM BCTAaHOBJIIOETHCS YAaCTOTA MOSBU JOCIIPKYBAaHUX (PEHOTHIIOBUX
O3HAaK 1 YacTOTa 3yCTPIYAEMOCTI T'€HIB, 10 KOHTPOJIOIOTH JIaHI O3HAKH. B OCHOBY MOMMySAIIHHO-
CTaTUCTHUYHOT'O METONy B3sTO 3aKoH Xapai-BaitHOepra, sikuii 103B0JIsi€ BU3HAYUTH YaCTOTY MOSBU
PI3HOMAHITHUX TE€HOTHIIB y TMOMYJISIii, IO BIIBHO CXPENIYIOThCS, SKIIO B Hil HE BIIOYBAETHCS
IPUPOJIHUI 100ip.

Memoo moodenrweannsn. MonenroBaHHs CHAAKOBOI ©Aaroiorii MO’KHA 3IMCHUTH Ha
MOJICKYJISIPHOMY, KJIIITHHHOMY i opratizMeHHOMY piBH:X. CraIkoBy MaTOJIOTIIO JIIOJMHA BUBYAIOTh
Ha Mojnensax OakTepiil, IHOpeAHMX, MYTAaHTHUX 1 TPAaHCTEHHUX JIiHISAX TBapuH. [Ipu mpomy ist
BUBYEHHS 0COOJMBOCTEN mepeliry i JIiKyBaHHs 3aXBOPIOBAHHS B JIIOAMHU BUKOPUCTOBYIOTH 1HIIMNA
00'eKT, 110 Ma€ MOIOHICTH 13 TEPIIMM 3a PAJIOM O3HAK. Hampukian, y JIOAWHH 3yCTPidaeThCs
3aXBOPIOBAaHHS TaJaKTO3eMis, a B OaKTepii rpymH KUIIKOBOI MAJIMYKH - HEAKTUBHICTh (DEPMEHTY
raakTo30-1-hochar-ypunun-tpancdepasmu.

Ha TBapuHax (MwiIi, MairOKu, XOM'SIKH, TBIHEHCHKI CBUHKH) YCITIIITHO MOJICITIOIOTH CIaIKOBI
aHOMaJTii, TOB'SA3aHI 3 TEHHUMU MYTAIlisIMA - M'SI30BY AHUCTPOdil0, MIrMEHTHY JereHepallio
CITKiBKH, TeMo(isito, IIyKpoBuii AiabeT 1 iH. Ha iHOpeaHux (10 MaroTh OJHAKOBUN T€HOTHIT) JIHISX
TBapUH JIETKO BCTAHOBHUTH POJIb TCHOTHUITY 1 30BHIIITHBOTO CEPEOBUINA Y BUHUKHEHHI IIIOTO PSITY
3aXBOPIOBaHb, BUBYUTH T€HETHYHY CXWJIBHICTB JI0 MOSIBH MYXJIMH, TSOKKICTh Mepediry nmpoMeHeBoi
XBOPOOH.

Tpance€nni TBapUHU HECYTh UYXKOPIJAHI T€HU, BBEICHI METOJIOM TE€HETHUYHOI 1HXCHepii.
Bouu € monemsimu Toro abo I1HIIOTO 3aXBOPIOBAHHS, TOMY IO HECYTh T'€HH, SIKI KOHTPOJIOIOTH
BUHUKHEHHS IIbOTO 3aXBOPIOBAaHHS B JIIOAWHU. Hampukiman, moneni Ha MUIIAX Jii BUBYCHHS
M's130B01 uctpoddii [romena i po3cissHOTo CKIIepo3y.

Mamemamuune mooento6anHs 1a€ MOXKINBICTh IHTEPIPETYBATH MapaMeTPy T€HHUX YacToT,
CEJICKTUBHOI TepeBaru, ado, HaBIMaKH, HECTIPUATIMBICTb OKPEMHUX TEHOTHIIIB, IMBUAKOCTI MyTaIlii 1
T.1.

Cunopomonoziunuit nioxio 0o odiazHocmuxku cnaokoeux xeopo6. JIoOpe BizomMo, 10 B
CHAJKOBIM MaTOJOTii HE ICHY€ MAaTOTHOMOHIYHUX O3HAaK. YacTilie BChOTO OJHA W Ta X O3HaKa
3yCTPIYa€eThC MPH PI3HUX CHHApPOMaX. Tak, CHHIPOMH MOYKHA PO3JAUIHTH 3a O3HAKAMM.

1. Pict, TinoOyaoBa: a) acuMeTpis TyiryOa, 0OJuYYs Ta KiHI[IBOK; 0) MakpocoMis,
BUIIEPEKEHHS (PI3MUHOTO PO3BUTKY; B) PICT BUCOKHMA, T) PICT HU3BKHIA;

2. OO6nuyusi: a) ryba TOHKa BepXHsi; 0) TyOH TOBCTIi; B) OOMMYYS OKPYTJIE; T) 00IM9Us

CIUIOIIEHE 1 T.1I.



Tak, moCTymoBO BiJ O3HAaKU JO O3HAKH, 3BYXKYETHCS KOJO TOIIYKY TOTO YH IHIIOTO
CUHIPOMY.

5.3.Konmponvhni numannsn:
1. KniHiko-reHeanoriyHui aHami3 craakoBoi marosorii. OCHOBHI 3a/1a4i, TOKa3| JIJIsl TPOBEICHHS.
2. Metoauka CKIIQIaHHs POJOBOY, MOPSAAOK 300py reHeanoriunoi iHgopmarlii, 0co0auBOCTI 300py
AHAMHECTUYHHUX JIAHHX.
3. [luToreHeTHYHI METOAM JOCIIIKCHHS.
4. Metoj BU3HAUEHHS CTATEBOr0 XpoMaTuHy. BuzHauenHs Y-xpomocomu. Excripec - giarHocTuka
CTaTI.
5. Bioximi4HI Ta MOJIEKYJISIPHO-TEHETHYHI METOIU JOCI1KEHHS.
6. CKkpHuHYyOUi IPOTrpaMu.
7. Cy4yacH1 MOJICKYJIIPHO-TE€HETHYHI METOIU JIarHOCTUKH CTIaJIKOBOI MaTOJIOT 1.
8. biimsznrokosuii Mmetoa. KoedimieHT ycnaakyBaHHs.

5.4.3aknounuil eman:

OLIHIOETBCSA ~ TOTOYHA  JISUTBHICTH ~ KOXKHOTO — CTYACHTa  YOPOJOBX  3aHATTS,
CTaHJAPTH30BAHUN  KIHIIEBHUA KOHTPOJb, MPOBOJUTHCA aHAi3  YCHIIIHOCTI  CTY/ACHTIB,
OTOJIONTYETHCSI OIIHKA JISUTBHOCTI KOXXKHOTO CTYACHTA 1 BHUCTABJISETHCA Y JKypHAI OOJIKY
BiJIBIYBaHb 1 YCHIIIHOCTI cTyAeHTiB. CTapocTa rpynu OJHOYACHO 3aHOCUTH OLIHKH Yy BiIOMICTh
00JIIKy YCTIIIHOCTI 1 BIABITyBaHb 3aHATH CTYJEHTAMH, BUKJIa1a4d 3aCBIAUY€E X CBOIM MIAMMCOM.

Buknagay kopoTko iH(OpPMYye CTYIEHTIB MpO TEMY HACTYIHOTO 3aHATTS METOJIUYHI
NPUAOMH TIOAO MIATOTOBKH 10 HBOTO, PEKOMEHIYE JIITEpaTypy 3a TEMOI HACTYITHOTO 3aHSTTS:
OCHOBHY Ta JOAATKOBY.

VI. MATEPIAJIM METOAUYHOI'O 3ABE3IIEYEHHS 3AHSATTAI:
6.1.Marepiajm KOHTPOJIIO 6a3uCcHOI (BUXITHOT0 PiBHS) MiATOTOBKH CTY/AEHTIB!
TECTOBI 3aBJaHHS (J01al0THCH).
6.2.Marepiajau 1j1s1 METOAMYHOT0 3a0€e3MeYeHHsI OCHOBHOIO eTamny 3aHsTTA:
icTopii xBopoOH, Tabmuii, HabopH aHami3iB, JiKAPChKi 3ac00U.
6.3. MaTepianu 1Js1 3aKJI0YHOIO eTamy 3aHATTs. HaOlp TECTOBUX 3aB/IaHb, KIIHIYHHX
curyamiitaux 3anad II-111 piBHs 3acBoeHHs (M01AIOTHCS).
6.4. Marepiaaum I MeTOAUYHOr0 3a0e3NMedYeHHsl CAMOMIATOTOBKM CTY/AEHTIB.
Bukaneni y BiIMOBIAHIX METOJUYHUX BKa31BKaX.

TecTu 1191 nepeBipKM NMOYATKOBOI0 PiBHS Mi/ITOTOBKH:

1. SIxi MmeToaM TO3BOJISIOTH IOCTOBIPHO BU3HAYUTH 3UTOTHICTH OJIM3HIOKIB?
A) nepmatormidiuHui, 610XIMIUHHIH

b) momicuMnToMHU#A, 3MilIaHa KyJabTypa JiMpOIUTIB

B) renHoi gakTuiiockomii, MKipHOTO TPACIUIaHTaTy

I') kapioTuIyBaHHs, KOHTPOJIb TI0 MTAPTHEPY

2. 'eTepo3uroramy e:

a) JIiTH XBOPOT'O ayTOCOMHO-PEIIECUBHUM 3aXBOPIOBAHHSIM

0) TOHBKH XBOPOTO X-34CIIJICHUM PEIECUBHUM 3aXBOPIOBAHHIM

B) 0aThKM XBOPOT'O ayTOCOMHO-PEIIECHBHUM 3aXBOPIOBAHHSAM

T) BCI BIAMOBIII TPaBHIIbHI

1) BCI BiAMOBIII HENPaBUIIbHI

3. Kiiniko-TeHeanoriyHuii aHaji3 NoKa3aHui MpU HassBHOCTI B CIM' i
a) MOHOTEHHOT'O 3aXBOPIOBAHHS

0) MynbTH()AKTOPIATILHOTO 3aXBOPIOBAHHS



B) OOTSDKEHOTO aKyIIePChKOTO aHAMHE3Y

I') BPOKEHUX BaJl CepIIs

4. MOHO3UTOTHI OJIM3HIOKH — II€E:

a) OJHOCTATEeBi OMU3HIOKH; 0) pi3HOCTAaTEBl ONM3HIOKH, B) OJIM3HIOKH, SKi MalOTh OJHY 1 Ty camy
rpyny KpoBi cuctemu ABO; r) miTH, siKi pO3BHUBAIOTHCS 3 OJHIET X SHUICKIITHHH, 3arUTiIHEHOT
OJTHHM CIIEPMAaTO30i0M; ) HiTH, IO PO3BUBAIOTHCS 3 OJHI€l SHUICKIITHHH, 3aIUIiIHEHOI JBOMA
CIIEpMATO3011aMU.

5. Jlnist ayTOCOMHO-PEIECUBHOTO THITY YCIAJIKyBaHHS XapaKTEPHO:

a) IBOCTOPOHHS T€HETUYHA OOTSKEHICTh

0) BpaXkeHiCTh 0Ci0 pi3HUX cTaTeil

B) HapOJDKEHHSI BPAKCHUX JITEH Yy 3I0pPOBUX OATHKIB

I') HApOKEHHS XBOPHX JIITCH B POAMHHUX MUTIO0AX

TecTn 1J1 KOHTPOJIIO KiHIIEBOI'0 PiBHS MiATOTOBKH:

1. BxkaxiTh, SIK HA3WBAETHCS OpraHi3M, YacTHHA KIITHH SKOTO MICTHUTh aHOMaJIbHUW HaOIp
XPOMOCOM: a) TPUCOMIK; 0) TPHUILIOI/;, B) MO3aiK.

2. BkaxiTh, fAKi 3 MepepaxoBaHMX 3aXBOPIOBAaHb IMOB'S3aHI 3 MOPYIICHHIM YHCIa XPOMOCOM: a)
xBopoOa [layHa; 6) cunapom Kiaiidenbrepa; B) remodisisi; T) TpUCOMIS; /) TATbTOHI3M.

3. BkaxiTh, SIKi 3 MepepaxoBaHUX 3aXBOPIOBaHb IOB'A3aHi 3 MOPYIICHHSIM YHCIIa ayTOCOM: a)
nanpTOHI3M; 0) xBopoOa Jlayna; B) cunapom Ilatay; r) cunapom EnBapica; a) cuHapom
Kunaitadenstepa.

4. Slxi BUIM XPOMOCOMHHX aHOMATild HE 3yCTPIYarOThCS y JKUBOHAPO/DKEHHX: a) TPHCOMIi IO
ayTocomax; 0) TPHCOMII [0 CTATEBHUX XPOMOCOMaX; B) MOHOCOMII 10 ayTOCOMax; I') MOHOCOMIs
1o X-XpOMOCOMi; JI) HyJiCOMisl 0 X-XpOMOCOMI.

5. Slki myramii BiIHOCATBCSA 10 T€HOMHHMX. a) 1HBepCil, TpaHCIIOKaIlil, AyIutikamii, aeneii; 0)
MOJIIUIOINIT, AaHeyIJIoifil; B) TPHUIUIOiAil, TETPAIIOiAil; T) BHYTPIIIHLOXPOMOCOMHI Ta
MDKXPOMOCOMHI TIepeOyI0BH.

3aoaui:
3aodaua 1. Jlouka remodinika BUXOIUTH 3aMDXK 3a CHHA 1HIIOro reMo(iitika, HapeueHHH 1 HapeueHa
HE XBOPIIOTh Ha reModinito. BusHaure HMOBIpHICTb HAPOKEHHS XBOPOI AUTHHH.
3aoaua 2. Miomuterist (mepioauuHi mapajidi) mepeaarThCs MO CIIaIKOBOCTI K JOMiHYyIOYa O3HAKa.
Busnaute HMOBIpHICTh HapOIKEHHS NiTEH 3 aHOMalTi€ro B CiM'1, ie 0aThbKO reTepO3UroTHUH, a MaTu
HE CTpak/1a€ MOHOIUIETIEIO.
3adaua 3. Onna 3 popm nucTunypii (mopyrieHHs 0OMiHy 4 aMiHOKHUCIIOT) YCIaIKOBY€EThCS sIK AP,
ajie y TeTepO3UTOT CIIOCTEPITa€ThCsl JIUIIE IABUIICHUN BMICT IIMCTUHY B C€4l, Y TOMO3UTOT -
YTBOPEHHSI IUCTHHOBHX KaMEHIB B HHpKaX. 1) Busnaure mMoxmBi Gopmu NpOSBY IHCTHHYPIT y
niTed B CIM'1, € OAWMH 3 TOAPYXOKS CTPaXKIa€ Ha II€ 3aXBOPIOBaHHS, a IHIIMH MaB JIUIIE
MiIBUIICHUI BMICT IUCTHHY B cedi. 2) Buznaute mMoximBi Gopmu MposiBY HUCTUHYpIi y IiTEeH B
ciM'i, 1Ie OMH 3 TOAPYXOKS CTPpaKJIaB KaMEHSMH HHUPOK, a IHIIWNA OyB HOPMAJIbHHM IIOJO0 IIi€l
O3HAKH.
3aoaua 4.Po3mudpyiiTe yMOBHI MO3HAYCHHS

a) del )t- x) 47, XY+15p+

0) 46, Xi(Xq) | n)47, XY+G | 3) 45,XX-D-G+t(DgGQq)
B)46, XXr(18) | e)46, XY3q+
3aoaua 5. Bkaxith y BIINOBIZHUX Tpadax TaOIUI KUIBKICTh aBTOCOM, CTaT€BUX XPOMOCOM Ta
MOBHUH KapiOTHII 1TaHOTO 3aXBOPIOBAHHS.

Hasra Kinbkicts Kapiotumn
ayToCOM CTaTEBUX XPOMOCOM

a) Jlayna




0) lllepemeBcrkoro -TepHepa
B) Knmaitndensrepa

T) TpUCOMIsI

n) [Maray

¢) Ensapnca

3aodaua 6. BkaxiTh y BiANOBIAHUX Tpadax TaOIuIll Ha3BU CUHAPOMIB 3aXBOPIOBaHb Ta CTATh JAHOI
0COOMHU Y BIAMOBIIHOCTI 3 HACTYITHUMHU KapiOTHIIAMHU:

Kapiotun Hazga Crartb Opraizmy
47 XY21+
46 XY
45XX15™
47 XXX
47 XXV
45X
47 XV13+
47 XX18+
45XX21/21
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METO/THYHA PO3POBKA
AJ1s BeJIeHHSI IPAKTHYHOI'0 3aHATTH i3 CTyIeHTaMH

MEJINYHA I'EHETUKA

TemaNe2 3azanvna xapaxmepucmuka xXpomocomuux xeopoo. Kninixka ma diaznocmuka
OCHOBHUX (YOPM XPOMOCOMHUX X8OPOD.

| Axkmyanvnicmo memu:

MenuyHa TeHETMKa BHBYA€ B3AEMOJII0 CHAJKOBUX Ta CEPEJOBHIIHUX YHHHHKIB Y
dopMyBaHHI SK HOpPMAJbHUX, TaK | MATOJIOTIYHMX O3HAK, KOHKPETHI MEXaHIi3MH peaji3aii
CMaKOBOI KOHCTUTYI1 JIIOJMHM. 3TIHO 3 MOJIOKEHHSIM Cy4acHOI MEAMLIMHU, Oyab-sKa MaToJIOTis
JIONWHA B OUTBIIIA 9YM MEHIIIA Mipi moB's3aHa i3 cnagkoBicTio. Llimkom odeBwaHO, mo 0e3
PO3YMIHHS pOJIi TeHeTHYHUX (akTopiB B eriosorii ¥ maroreHe3i 3axBOPIOBaHb HE MOJXKHA
MPOBOAUTH €EKTUBHE JIKyBaHHS HE TIJILKH BPOKEHOT Ta CMAIKOBOI MATOJIOTI], ajie i MHUPOKOTO
KOJIa 3aXBOPIOBAHb I3 CIAJKOBOIO CXHJBHICTIO, TUTOMA Bara SKHX B CTPYKTYpi 3aXBOPIOBAHOCTI,
CMEPTHOCTI Ta 1HBaJIiAi3allii HacelIeHHs MOCTIHHO 301IbIIY€ETHCS.

MeToro BUBYEHHSI TeMH € HEOOXITHICTh OTpHMaHHS 0a30BHX 3HAHb, 0€3 SIKHUX ChOTOJHI
HEMOXJIMBO 3PO3YMITH CKJIQAHUN MeXaHi3M (OopMyBaHHS T€HETHYHUX aHOMAJi Ta iX pojb y
PO3BUTKY XPOMOCOMHOT MaTOJIOT 1.

I1. Hasuanwvni yini 3anamms.

3HATH €TiOJNIOTII0 i IIUTOTEHETUKY XPOMOCOMHHUX XBOPOO.

3HaTH MaTOTeHE3 XPOMOCOMHHX XBOPOO.

3HATH TUIHU MOPYILIEHb B XPOMOCOMHOMY Ha0Opi: CTPYKTYpHI, YUCIIOBI.

TpakTyBaTu KapiorpaMu B HOpMi Ta IIPH MATOJIOTIi.

3HaTH XapaKTePUCTUKH XPOMOCOMHHX XBOPOO Ta OCOOIMBOCTI KJIIHIYHUX TNPOSABIB OKPEMHX
XPOMOCOMHHUX CHHJIPOMIB.

agrwnE

6. PosmizHaTu 3arajbHI TPOSBH XPOMOCOMHOI MATOJOTii, JIarHOCTYBaTH MPHUPOKEHI
MopdoreHeTn4yH1 BapiaHTH, MPABUIBHO BUKOPHUCTOBYBATH BIJMOBIIHY TEPMIHOJOTIIO TPH
OmHCi KIIHIYHOI KapTUHU Ta (EHOTHIY XBOPOTO, BU3HAYUTH HEOOXIJHICTH JOAATKOBOTO
00CTeKEHHS, BKJIIOYAI0Un crieni(iuHi reHeTUYH1 METO/IH.

7. 3acBOiTH 3MICT, MOHATTS, €PEKTH XPOMOCOMHOTO 1 T€HOMHOTO iMIpUHTHHTY.TpakTyBaTu
nmoHATTS «OAHOO0ATHKIBChKA AUCOMIS» Ta «XPOMOCOMHUHN TOIIMOP(hi3ZM».

8. TlosicHIOBAaTH TeHETUYHY T€TEePOreHHICTh KIIHIYHO MOMIOHUX (POPM 3aXBOPIOBAHb.



