MIHICTEPCTBO OXOPOHH 310POB’51 YKPAIHM L
HAIIIOHAJIBHA MEJJUYHA AKAJTEMISA MICJISIAUIIIOMHOI OCBITH
imeni IL. JI. ITYITMKA

eTynnuk MinicTpa
gB’s Y KpaiHu

.5 2015

HABYAJBHUI IIJIAH TA IPOI'PAMA
IUKJIY COEUIAJIIBAMIL 3A CHEIIAJBHICTIO
«'EHETHUKA JJABOPATOPHA»

Kuis - 2015



[TOI'OJIXKEHO

3acTynHUK aupekropa Jlemapramenty
KaJIpOBOTO MEHEKMEHTY,

ocBitTd Ta Hayku MO3 Ykpainu

MOHGHKO
VAT S s
T neo i 2015

O imeni I'L. JI. Illymnuka,
VYkpainu,

FO. Boponenko

e 2015




3

HapuanpHuii miaH u1MKIy cremiamsaiii 3a crnemiaibHicTio  «['eHeruka
JabopaTtopHa» Ppo3po0JeHl CHIBpOOITHUKAMHU OINOPHOI Kadeapu MEAUYHOI Ta
nabopatopHoi reHeTukn HarioHanbHOT MEIMYHOI akajaeMii MICISIUIUIOMHOI OCBITH
imeni 1. JI. Illymuka (3aB. kad. — wi.-kop. HAMH Vkpaiau, npod. I'oposenko H.I".).

Penenzenru:

KOBAJIBYUYK JI.€. — noxtop MeANMYHUX HaAYyK, podecop, 3aBiayBad kadenpu
MeIn4YHOi O10orii 1 MenuuHoi reHeTuku JIBH3 «IBaHo-®pankiBChbKU HAIIIOHAIBHUN
MEJIMYHUMA YHIBEPCUTET

COPOKMAH T.B. — gokTop MeIu4YHUX HaykK, npodecop, 3aBiayBad kadeapu
neiaTpii Ta MEAMYHOI TEHETUKHM ByKOBHMHCBKOTO JEp’KaBHOTO MEIUYHOIO
YHIBEPCUTETY

HapuanpHuii mnan Ta yHiikoBaHa mporpama cxBajeHl KoopauHaiiiiHowo
HayKOBO-METOJIMYHOIO PAJIOIO0 3 MICISTUIIIIOMHOT OCBITH.



CKJIAJI POBOYOI I'PYIIN

['OPOBEHKO Haranis I'puropiBaa — unen-kopecnongeHT HAMH Vkpainu,
npodecop, MOKTOp MEAWYHHUX HAyK, 3aBiayroua Kadeapw MeIudHOl Ta
nabopatopHoi reHeTukr HarioHanpHOT MeaUYHOI akajaeMii IMiCISAUIIIOMHOL
ocsitu imeHi I1. JI. Hlynuxka.

[TOJJOJIbCbKA Cgitnana BonoaumupiBHa — KaHaujaar O10JOTIYHMX HayYK,
JOIEHT Kadenapu MeaudHoi Ta JJabopaTopHOi reHeTHKH HarioHaasHOT MeauaHOT
akajeMii mciaaaumIoMHoi ocBitd iMeHi 11. JI. Hlynuka.

IIEMKO Jlapuca IlaBnmiBHa — KaHAMJIAT MEIUYHUX HAyK, JOLEHT Kadeapu
MEIMYHOI Ta JiabopaTopHOi TreHeTukn HarioHanbHOT MeAUYHOI akajaeMii
nicasauruioMuoi ocBite iMeni I1. JI. [llynwka.

BPIIIEBAILL Jlronmuna IBaHiBHa — acucTeHT Kadeapu MEIUYHOI Ta
nabopatopHoi reHeTuku HarioHanbHOT MEAMYHOI akajeMii MiCIISAUILIOMHOI
ocitu imeHi I1. JI. llynuka.

€BCE€HKOBA Onnena I'enHaniiBHa — kaHauaat 010JI0TTYHUX HAYK, aCUCTEHT
kadeapu MeIMYHOi Ta JjabopaTopHoi TeHeTuku HaiioHabHOT MeauYHOl
akajaemii mcasaaurioMHuoi ocBit iMeHi I1. JI. llynumka.

[ITYKYP Haranis OnekcaHapiBHa — KaHIWJIAT MEIWYHUX HAYK, ACHUCTEHT
kKadgenapu menuuHoi Ta jabopaTopHOi TeHeTHKHM HaiioHanbHOT METU4HOI
akajaemii micasaaurioMHuoi ocBit iMeHi 1. JI. llynuka.

OJIbXOBMY Haranis BikTopiBHa — KaHAMAAT O10JIOTIYHUX HAyK, 3aBlIyBad
naboparopii MeauyHoi TreHeTHKH HarioHaapHOI JHUTSIY0i Creliai30BaHoi
nikapHi «OxXMaTauT», TOJOBHHUM mno3amrTarHuil cneriagict MO3 VYkpainu 31

cnerianbHOCTI «['eHeTrka mabopaTopHay.



HOACHIOBAJIBHA 3AITMCKA

HaBuanbHa mporpama cremianizamii 3 «['eHeTnka mabopatopHa» mpu3HaYeHa
IUIE TIATOTOBKHU JIiKApiB-JIAOOPAHTIB-TEHETHKIB, OioyoriB (Jikapi, SKi 3aKiHYHIH
crieliamzanio  3a  cremanbHicTIO  «['eHetnka  meauuHay, «JlaboparopHa
JlarHOCTHKa», «Mikpo610J0ris 1 BipyCcoJIoTis», CIeniadicTH a0 MariCTpu 3 BUIIOKO
HEMEIUYHOIO  OCBITOIO 32  CHEIAJIbHOCTAMM: «blomoristy,  «bioxiMiay,
«Mikpoo6ionoris», «['enetuka», «biodizukay, «Bipycomoris», «lluTonoris Tta
ricrosoris», «®dizionoris JOAUHU 1 TBapuHw», «JlabopaTopHa iarHOCTHKA
OiooriyHUX cucTeM», «bBioTeXHOJOrIsN») 1 € HOPMATUBHUM JTOKYMEHTOM, B SIKOMY
BU3HAYCHO 3MICT HAaBYaHHSI Ha IMKJI1 Ta BCTAHOBJICHO BUMOTH 1010 00CATY Ta PI1BHS
npodeciiiHoi MiArOTOBKHU (haxiBIIsl.

Mera mukny cremiamizaiii — MiJTOTOBKa JIIKapiB-JIa0OpaHTIB-TEHETUKIB
BIIMIOBITHO JI0 BUMOT OCBITHbO-KBaJ1(PIKAIIHOT XapaKTEPUCTUKHU JiKapsi-CrelianicTa
3a cremianpHicTIO «['eHetnka nmaboparopHa». TepMiH HaBuYaHHSA I JIiKapiB-
na0opaHTiB Oy ab-sKoro npodinto, 6iosoriB — 2,5 micsi (390 roaun).

3MICT MporpaMu OXOIUTIOE BECH OOCAT HEOOX1AHUX TEOPETUYHUX 3HAHb, YMIHb 1
NPaKTHYHUX HABUYOK, BU3HAYEHUX IS IMIATOTOBKH JIIKaps-CIIeIliagicTa 3 HaJTaHHS
KBaTi(hiKOBaHOI AOMOMOTH XBopoMy. IIporpamy mnoOyaoBaHO 3a CHCTEMOIO OJIOKIB.
OcuHoBuuMH Os10kami € 16 kypciB mporpamu. Kypc — camocTiiiHa yacTiHA TPOTpaMH,
B AKIA MOJAaHO 3HA4YHy 3a 00cCsIroM iH(oOpMallilo 3 MEeBHOI ramy3i jgabopaTopHOi
reHeTUKH ab0 CYMIDKHUX AUCIHUIUIIH. B mpoueci HaB4aHHsS nependayeHo Taki BUIU
3aHATh: JIEKIi, CeMiHapu Ta MPaKTHU4HI 3aHATTA. [lmaHyeThcs mo3a ayauTopHa
caMocTiifHa po6oTa ciyxauiB [Ipu HeoOXiTHOCTI 1151 poOOTa TPOBOAUTHCS BIAMOBITHO
70 3a3JaJierib CKJIaJeHoro rpadika, 1m0 TapaHTye MOXJIUBICTh 1HAUBITYaTIbHOTO
JIOCTYITy ClyXada J0 MOTPIOHUX AUMAKTUYHHX 3aCO0i1B.

Ha cnemiamizoBannx kadeapax mnepeadadyeHo BUKIQJAaHHS CYMIKHUX
JTUCITUTUTIH 32 IOAATKOBUMH MPOTpaMaMu, K1 BKIIOYAIOTh 9 KypcCiB:: 3 IMyHOJIOTI] Ta
npoonem CHI/ly ta BipycHHUX TemaTtwuTiB, Oprasizaiii HEBIIKIATHOI MEIMYHOT

JIOTIOMOTH HACEeJIEHHIO TPU HAJ3BUYAMHMX CHUTyallisX, pajialifiHol MEIUIIMHH,
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ocobmmuBo HeOe3neyHuX i1HQeKIi, TyOepKylIbo3y, TYMaHITapHUX AacleKTiB
KJIIHIYHOTO MHCJICHHS JIIKapiB, MUTaHb IMyHONIPO(MITaKTUKH, TPOTHUIIT HACHIIHCTBY B
ciM’1, BIliCbKOBOI MEINYHOI IT1ATOTOBKH.

daxynpTaTUBHO cllyXadl OyayTh O3HaOMJICHI 3 iCTOpi€0 YKpaiHu, OCHOBaMHU
KOHCTUTYIIITHOTO MpaBa rpoMajisiH Y KpaiHu.

J171s BU3HAYCHHS PiBHSI 3HAHb 1 HABMUOK CIIyXadiB IPOrpaMoro nepeadadeHi Taki
BUM KOHTPOJIIO: TICJI KOKHOTO PO3ILTY IPOTrpamMu MPOBOJIUTHCS €TAITHUN KOHTPOJIb,
JUIA 3aKJIIOYHOTO ICIHUTY BHUKOPHUCTOBYIOTH aTECTAl[liHY KOMII'IOTEPHY TECTOBY
porpamy, 3aTBepxkeHy MiHICTEpCTBOM OXOPOHH 370POB’ sl YKpaiHu.

CrnyxadaM, sIKi BAKOHAJIM HaBYaJIbHY MPOrpamy, YCIIIIHO MPOUIIUIA aTeCTall0
Ha BU3HAYCHHS PiBHA 3HAHB Ta MPAKTUYHUX HABUYOK Ta CKIIATHM KOMIT FOTEpHUH 1CITUT,
BHUJIA€TbCA CepTU(IKAT BCTAHOBJIEHOIO 3pa3Ky MpPO NPHCBOEHHS 3BaHHS <«JIKap-

creriagicT) ado «creuiaaicT 3a cremiaibHicTio «['eHeTrka madbopaTopHay.



HABYAJIbHUM IIJIAH
HHUKJY cneniajgizamii 3a cneniajgbHicTIO «I'eHeTHKA J1a00paTOPHAY

Tpusanicts HaBuanHusi — 2,5 micayi (390 2o0un)

MeTta: miarotryBatu Jikaps-abopaHTa-TeHeTHKa, Oioyiora 3a (axom «l'eHeTHKa
nabopaTopHa»

KonTuHrenT ciayxadiB: jikapi, SKi 3aKIHUWJIMA CIeEIiali3alliio 3a CHeIiaabHICTIO
«I"eneTnka MeuuHay, «JlabopaTopHa aiarHocTukay, «MiKpoO10JIOTis 1 BIpYyCOJIOTis,
crietiaicTd abo MariCTpu 3 BHIIOK0 HEMEIUYHOIO OCBITOIO 3a CIEIiaJbHOCTSIMH:
«b1osorisy, «b1oximisy, «Mikpo0bioJorisy, «["eHeTnkay, «biodizukay,
«Bipyconoris», «l{utomoris Ta Tictojoris», «®Pi3ionoris JIOAUHUA 1 TBApUHUY,
«JIabopaTopHa miarHOCTHKA 010JIOTIYHUX CHCTEM», «B10TeXHOIOTIsIY .

KinbkicTs
Kon HABYAJbHUX FOJIMH
Ha3sBa kypcy . .
Kypcy Jlekniii- | [Ipaktny- | Ceminap- PA3OM
HHX HHX CBbKHX
1 |HaykoBo-opraHizailiiiHi OCHOBH 2 - - 2
MEIUKO-TCHETHYHOTO 3a0€3TICUCHHSI
2 |I'enernka aroauHU 40 18 12 70
3 |Kniniyaa renerrka. XapaKTeprucTUKa 40 8 24 72
CHAJKOBHUX XBOPOO
4 | XBopoOH 31 CMAJKOBOIO CXUIBHICTIO 6 4 6 16
5 |Mertoau I1arHOCTUKH CHAaAKOBHUX 1 12 94 34 140
XPOMOCOMHHX XBOPOO
6 |Menuko-reHETHYHE KOHCYIbTYBaHHS 6 2 4 12
7/ |Pob6oTa 3 yu60BO-KOHTPOIIOIOUUMHU - - 12 12
KOMIT FOTEpPHUMH ITporpamMamMu
ICITUT - - 6 6
Pa30oM 3 0CHOBHHX mporpam 106 126 98 330
JloaTtkoB1 mporpamu
8  |Imynousoris 1 npoonemu CHIly Ta 4
9  |Opranizaiisi HeBiKIAHOT METUYHOT 6
JIOTIOMOTH HACEJICHHIO TPH
10 |Pamiamiiina meauimHa 2
11 |OcobnuBo HeOe3neuH1 1HpeKli 4
12 |Ty6epkynbo3 6
13 |['ymaniTapHi acrieKTH KJIIHIYHOTO 2
MUCIIEHHY JTTKADIB
14 |[lutanHs IMyHOTPO(DITAKTHUKA 6
15 |IIpoTuais HaCUIBCTBY B CIM i 6
16 |BilicekkoBa MeanyHa IMATOTOBKA 24
Bceboro 390




IHPOI'PAMA

nukay cneniajizamii 3a cnenianbHicTio KCEHETUKA JIABOPATOPHA»

Kon Ha3zBa Kypcy, po3aiay, TeMu
1 2

1 HayxoBo-opranizauiiiHi 0CHOBM MeJMKO-T€eHETUYHOI0 3a0e3MeYeHH s
HaceJleHHS1 YKpaiHu

11 TeopeTnuHi OCHOBH MEAMKO-TEHETHYHOTO 3a0€3I€YCHHS] HACETICHHS.
Oprani3aliifHi MPUHIKINA JOTIOMOTH XBOPUM 31 CITaJIKOBOIO MATOJIOTIEIO Ta 1X
poaMHAM

1.2 IIcuxosoro-comianbHi aCHEKTH MEIUYHOI T€HETUKHU

13 TpynoBa excriepTu3sa A XBOPUX 31 CMAJAKOBOIO MAaTOJIOTIIO

14 Posnb rereTrnuHuX (hakTOPiB B 3aXBOPIOBAHOCTI, CMEPTHOCTI Ta COIIaIbHII
ajanTamii JroAnHI

1.5 dyHIaMEHTAIIbHI Ta MPUKJIATHI TPOOIEMH MEANYHOI, KJIIHIYHOT TCHETHKH Ta
CIaIKOBO{ MATOIOT1

1.6 Kpurtuka ysiBieHs npo ¢ataibHiCTh, HEBUJIIKOBHICTh CHaJKOBOT ATOJIOT 11

1.7 310pOB’ S JIFOIMHMU SIK COIliajibHA IHHICTh Ta TPOMAJIChKa KaTeropis.
BiocorianbHi acreKTH 310pOB’ s JTIOUHU Ta XBOPOOH

1.8 Oprasi3m JIOAWHHU Ta CEPEIOBHUIIIEC

1.9 JlucnaH3epu3zarlisi XBOPUX 31 CIIaJIKOBOO MaTojIoTier0. JIikyBaJlbHO-
npodilakTHYHA TOTIOMOTA JITSIM 31 CITaIKOBOIO MATOJIOTIEI0 Ta 1X CIM’SIM B
VYkpaini

1.10 [IpaBoBi MONOKEHHS [UIS XBOPHX 3 TSHKKUMH 1HBAIIIU3YIOUHMHU CIIaIKOBUMHU
XBOpoOamMu

2 I'eneTHka J10OAUHI

2.1 IcTopist po3BUTKY Ta CTAaHOBIIEHHS M€Jl. TEHETHKHU B YKpaiHi Ta 3a KOPJAOHOM

2.2 MounekysipHi OCHOBHU CIaJIKOBOCTI. PO HYKJIETHOBUX KHUCIIOT y 30epiraHHi i
peaiizanii reHeTUYHOI iHpopmarii

2.3 Tunu nykneinoux kuciot - JIHK ta PHK Ta ix nonimepna 6ynoBa. [ToHsaTTs
PO NMEPBUHHY, BTOPUHHY Ta TpeTuHHY OynoBy JTHK

2.4 Matpuuni nponiecu Ha JIHK - ayTocuHTe3 Ta rerepocuHTE3

2.5 3nathicth Monekyau JJHK no camosinTBopenHs. HamiBkoHcepBaTuBHUI crioci
penymtikaiii uutku JJHK

2.6 Pu6onykineinosi kuciotu (PHK). Inpopmaniitna PHK (i-PHK), ctpykrypa,
byHKii

2.6.1 Tpancnopraa PHK (1-PHK), ctpykrypa, QpyHKLii. AHTUKOIOHH, aKIIENTOPHA
ninsiaka. Pudocomansna PHK (p-PHK)

2.7 I'eHeTMYHMI KOA, OTO XapaKTEPUCTUKA

2.8 Ponb HyKkJI€THOBHX KHCIOT Y O10cHHTE31 O11Ka

2.9 IIponec Tpanckpumii

2.10 [Tpomnec Tpancmsii

211 3BOpOTHA TPAHCKPHIILIIS

212 I'enn Ta o3naku. CyyacHe ySIBICHHS PO MOJICKYJISIPHY OpraHi3aIlito reHoma y
eyKapior

2.13 [TonstTsa npo ren. AnenpHuil TeH. CTpyKTypa reHa

2.14 CriagkoBiCTh Ta yCHaAKyBaHHS

2.15 Mouori0puaHe cXpenryBaHHs

2.151 AHani3 ribpuiB Mepuoro NOKOMIHHSA. Y MOBH BUKOHAHHS IPUHIUITY
OJIHOMaHITHOCTI T10pH/IIB MEPIIOTO MOKOJIIHHS

2.15.2 [Tpukaanu JOMiHAHTHUX Ta PEIECUBHUX O3HAK Y JIIOJIUHU




2.16
2.17
2.18
2.19
2.20
2.21
2.22
2.23
2.24
2.24.1
2.25
2.25.1
2.25.2
2.26
2.26.1

2.26.2
2.26.3
2.26.4
2.26.5
2.27

2.27.1
2.27.2
2.27.3
2.27.4

2.27.5
2.27.6
2.28
2.29
2.30
2.31
2.31.1
2.31.2
2.31.3
2.31.4

2.32
2.32.1
2.33
2.33.1
2.33.2
2.34
2.35
2.36
2.37
2.38
2.38.1
2.38.2
2.39

AnenbHi rern. Kpurepii anemizma

I'enotun Ta penorun

MHOXUHHNN anenizM. MixkalieabHa KOMIDIEMEHTALIIS

B3aemonist anenbHUX I'eHiB

[ToBHE Ta HEMOBHE IOMIHYBaHHS

Juribpuane Ta noJiriopuaHe cXpenryBaHHs

BsaeMonis HealleIbHUX IeHIB

34erieHe ycrnaaiKyBaHHs

B3aemognis reHoTummy Ta cepenoBuiia y GopMyBaHHI O3HAK
Herumnogi peaxii opraniamy Ha J1ito (hakTOpiB cepeioBHILA
LuTosoriyai OCHOBH CHaJKOBOCTI

Poub sipa i nuTormia3Mu B CiaJIKOBOCTI

HuTomnoris sapa, HOro NepeTBOPEHHS Y KUTTEBOMY LIUKIII KIIITUHU
XpoMOcoMHU Ta XpOMOCOMHHM Ha0ip. OCHOBHI IMMOHATTS

3B'S130K M1k MOBEIIHKOIO XPOMOCOM Ta PO3MOALIOM O3HAK — OCHOBA
XPOMOCOMHOI TEOPii CIIaAKOBOCTI

CtpykTypHO-(DYHKITIOHAJIbHA OpTaHi3allis iHTepda3zHux XpoMOCcoM
CtpykTypHO-(hYyHKIIOHAIbHA OpraHi3alisi MiTOTHYHAX XPOMOCOM
CtpykTypHO-(DYHKITIOHAJIbHA OpPTaHi3allisi MCHOTHYHUX XPOMOCOM
VYHinapeHTHa (01HO0ATHKIBChKA) TUCOMIs

MinnuBicts. CriakoBa Ta HecnaakoBa (hopmMa MiHIUBOCTI
Monudikarmii

Hopwma peakiiii 3a 1aHOI0 03HAKOIO

CratucTuuHe BUpaXeHHS! MOAM(DIKaIiifHOT MiHIMBOCTI
OnHoHanpaBJICHHH XapakTep Moau(ikamifHOT MiHIIMBOCTI Y OpraHi3MiB OJTHOTO
BHJTY

[IpakTuune 3HaueHHS MOAM(IKALIIHOT MIHIUBOCTI

Menuyni acniekTu MOAU(IKAIIHHOT MIHIUBOCTI

CnaznkoBi (hOopMHU MIHIMBOCTI

MyrTariiina MIHJIUBICTb

PizHuIs mixk MyTanisiMu Ta MoaudikamissMm

[IpyurHY BUHUKHEHHS MyTallii

Knacudikarris myrariit

I'enni myTariii, MOJEKyJISIpHI MEXaHI3MHU iX BUHUKHEHHS
XpoMOoCOMHI MyTalii (CTpyKTYpHi 1epe0y10BH XPOMOCOM)
MexaHi3MHU NOXOKEHHSI XPOMOCOMHUX MyTalliil, GeHOTUIIOBI MPOSBIICHHS,
€BOJIIOLIIITHE 3HAUEHHS

I'enomH1 MyTalii (4uciaeHi aHoMmantii)

MexaHi3MU BUHUKHEHHSI TEHOMHUX MyTalliii, (eHOTUIIOBI MPOsBIECHHS
CnoHTaHH1 MyTaIii

daxTopHu, 110 MPUBOJAATH JO BUHUKHEHHS CIIOHTAHHUX MYyTaIliit
YactoTa CIOHTAaHHUX MYTalil y JIOAUHU

OriHka 9acTOTH TOMIHAHTHUX Ta PEIIECUBHUX MYTaIlii

Or11iHKa 9acTOTH MyTaIlii, 34eTIeHUX 3 X-XpPOMOCOMOIO

[Tpsimi Ta 3BOpOTHI MyTamii

[nnykoBani myTanii

Panianiitnuii MmyTarenes, OCHOBHI MEXaHI3MHU

[TpobnemMa reHeTHYHUX HACTIAKIB JTii pajiallii Ha MOMyJIAIIl JIF0IUHA
MoaudikyBaHHs TeHETHYHUX e€PeKTIiB pajaiawii

MyrtareHHa Jiis ynbTpagioleTOBOro BUIIPOMIHIOBAaHHS
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2

2.39.1
2.39.2
2.39.3

2.40
2.40.1
2.40.2
2.40.3
2.40.4
2.40.5
241
2.42
2.43
2.44
2.45

2.46

2.47
2.48
2.49
2.49.1
2.49.2
2.49.3
2.49.4
2.49.5
2.49.6

2.49.7
2.50
2.51
2.52
2.53

2.54
2.55
2.56

2.57
2.58

2.59
2.60

3.1

311
3.1.2
3.1.3
3.14

MexaHi3MH YIIKOKYFOYOI 1T yIbTpadioaeTOBOr0 BUIIPOMIHIOBaHHS Ha
TeHETHYHI CTPYKTYpHU

Pemaparniitai mporecu npu yabTpadioieToBaMy yIIKOKEHHI
(poTopeaxTuBalis, TEMHOBA periapaiis)

®depmeHTH, 110 6epyTh YUacTh B perapaiiifHux npouecax npu
yIbTPadioNeTOBOMY YIITKOKEHH1

XiMIYHHI MyTareHes

MyTareHHa akKTUBHICTh OPTaHIYHUX Ta HEOPTaHIYHUX CIIOITYK

MexaHi3MH XIMIYHOT'O MyTareHe3y Ta poJib B HUX MPOIIECIB penaparii
XiMiYHI MyTareHu HaBKOJHUIIHBOTO CEPEAOBUIIA

MyTareHsa Jist Xap4oBHX J0JIaTKIB

JIikapchKi pernapaTy Ta MyTareHe3

Bionoriuni akTopu MyTareHesy: BipyCH, TOKCHHH, BAKIIHHH

[Tporpamu Ta METOIM TeCTYBaHHS (PAKTOPIB CEpPEIOBHIIA HA MyTareHHICTh
OrniHka reHeTUYHUX HACIIJIKIB BIUIUBY MyTareHHUX YMHHUKIB

[Tporpama MacoBOTO CKpHUHIHTY XIMIYHUX CHOIYK

IToBHa nporpama TecTyBaHHS IIPU IPOBEIEHHI MAaCOBOI'O CKPUHIHTY XIMIYHHUX
CTIOYK

TecT-crucTeMH 3 BUKOPUCTAHHSIM MiKpOOPTraHi3MiB IIPH MPOBECHHI CKPUHIHTY
XIMIYHUX CTIOIYK

ITigxonu 10 OL[IHKK F€HETUYHOTO PU3UKY Ha OCHOBI Pe3yJIbTATIB TECTYBaHHS
Kombinamiitna minnmBicte. MexaHi3Mu . 3HaYCHHS

[omynsAwis — ONMHUILIS €BOJIIOLIHOIO MPOLIECY

I'enodona momysii

YacToT reHOTHIIIB 1 YaCTOTH allesei

3akon Xappai-Baiin6epra

ITpo6nema reHeTHYHOT reTepOreHHOCTI MOy AL

OniHka reHeTUYHOI FeTepOTreHHOCTI MOMY IS

EnemenTtapHi eBoJIOLINHHI POLIECH - 3MIHU YaCTOT ajelneil B momyswii: 106ip,
MyTaliiHUN TpoLec, MOMyJIALIiHI XBUII, 130151115, Ipeid reHiB, IHOpUIIHT.
[TonynsAuiitHa cTpyKTypa JI0ACTBA

CyuacHi ysIBJI€HHS ITPO T€HOM JIFOIMHH

CyuacHi ysIBJI€HHS PO CTPYKTYPY Ta (PyHKIIOHYBaHHS I'€HIB

Myrarnii. MeTonu BUSIBJICHHS MyTalliit

I'eHeTHuHI mepeyMOBH aJlanTallii JIOJAWHHU 10 YMOB icHyBaHHs. Exonoriyna
TCHETHKA

Mikpo6ioM JIroAUHA

OHkoreHeTuka

Ponb ciagkoBux ¢akTopiB y GOpMyBaHHI peakliii opraHismMy Ha JiKapchKi
npenapatu. ®apmakoreHeTrkKa

JlocsiTHEHHs! TeHHO1 1H)KeHepii, MepCIeKTUBU BUKOPUCTAHHS

3acTocyBaHHS 3HaHb MPO MOCIIIJOBHOCTI TEHOMY JIIOJMHH B TEOPETUUHHUX
JOCTIPKEHHSX Ta KIIHIYHIN MpaKTUIll

[{uTonOriyH1 OCHOBH CITaIKOBOCTI

Metoau A0CHIKEHHS TEHETUKH JIFOAUHU

KuainiuHa reHeTnka, XapakTepucTHKA CIIaJIKOBHUX XBOPOO

Teparorenes

OCHOBHI Nep10/id PO3BUTKY EMOPIOHY JIFOJMHI

Kputnuni nepiofu po3BUTKY eMOpPIOHY JIIOIUHU

TepaTto-reHeTnyH1 NepioAr po3BUTKY eMOPIOHY JIIOIUHU

MexaHi3MH TepaToreHe3y
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1 2

3.1.5 Teparorenna aist Gi3UYHUX, XIMIYHUX Ta O10JIOTTYHUX (aKTOPIB

3.2 Bpokeni Baay po3BUTKY: IPUUMHH Ta MEXaHI3MH BUHUKHEHHS,
MOMyJISIifiHA YacToTa

3.2.1 MHOXHHHI BPOKEH1 Bali pO3BUTKY

3.3 CnazkoBa maToJIoris, 3arajibHa XapaKTEePUCTHKA

3.4 3aranpHa XapaKTepPUCTHKA XPOMOCOMHOT IMaToJIOTi1

3.4.1 XpomocoMHI XBopoOu (kmacugikallisi, €Ti0J0ris, TaTOTeHe3)

3411 Bu3HayeHHs TOHATTS XPOMOCOMHUX CHHJIPOMIB

3.4.1.2 Kiacudikarriss XpoMOCOMHHUX CHHIPOMIB

3.4.2 BanTax XpOMOCOMHHX aHOMaJIiii B IMOMYJISAII{

3.4.3 Kopemnsii kapiotumy 1 peHOTHITY TP XPOMOCOMHHX XBOpOOax

34.4 AHOMaJI1 B CHCTEMI CTaTEBUX XPOMOCOM, 3arajibHa XapaKTepUCTUKA

3441 Cunapomu, 00yMOBJICHI KIJTbKICHUIMH aHOMAJTISIMU B CUCTEMI CTaTEBUX
xpomocom (cuuapom llepemieBcbkoro-Tepraepa, CHHIPOM TpHCOMIT
xpoMmocomu X, curapom Knalindenbrepa, CHHAPOM moJ1icoMii XpoMocomu Y)

3442 Moz3aiuHi popmu CHHIPOMIB, 0OYMOBICHHX KUIbKICHUIMH aHOMAJIiSIMH B
CHCTEMI CTaTEBUX XPOMOCOM

3443 CrpapxHiil repMadpoaAUTHIM

3444 3MilIada JUCreHesis roHas

3445 CrpykTtypHi anomaii xpomocoM X Ta Y Ta iX IpOSBICHHS Y (EHOTHITI

3.4.5 AHOMaJIii B CHCTEMI ayTOCOM

3451 CuHapoMu, 00YMOBJICHI KUTBKICHUMH 3MiHAMH ayTOCOM: YaCTOTa BUHUKHCHHSI,
3JIC)KHICTh BiJl BIKy OaThKiB

34511 Cunnpomu Jlayna, Enapuca, [latay

34512 Mo3aiusi i noBHi popmu. OcoOIMBOCTI MPOSBICHHS B PEHOTHUII1

3452 CtpykTypHi aHOMaJIi1 ayTOCOM Ta iX MPOsBICHHA y (heHOTHTI

34521 Cunapomu, MoB’s13aHi 31 CTPYKTYpHUMHU Nepedy0BaMH ayTOCOM (4acTKOBI
(HermoBH1) MOHOCOMI)

345211 Cunapom Bonbga-Xupixopraa (Cunzapom zenernii KopoTKoro mieda XpoMOoCOMH
4)

345212 Cunapom “kotsyoro kpuky” (CHHIpOM jenenii KOpOTKOro Iie4a XpoMOCOMH 5)

345213 Cunapowm aenerii KOpoTKOTO Tjieda XpOMOCOMH 9

345214 Cunapom SkoOcoHa (CHHIPOM Jemnelii JOBroro mieda xpomocomu 11)

345215 Cungpom OpOeni (cHHAPOM Jienenii ToBroro mieya xpomocomu 13)

345216 YacTkoBi MOHOCOMIT IO Xpomocomi 18:

345216.1 Cungpom ae ['pymn (cunapom generii KOpOTKOro mieda Xxpomocomu 18)

3.45.2.1.6.2 Cunapom JlexxeHa (CHHAPOM JieNelii TOBroro mieya XxpoMmocomMu 18)

3.4521.7 Cunapowm jenerii T0Broro mieda xpomocomu 21

3.45.2.1.8 CuHapoM Aemnerii JOBroro mnjieda XpoMocomu 22

34522 CriagkoBi CUHAPOMH, TTOB’s13aH1 3 MIKPOCTPYKTYPHUMH aHOMAJTISIMU XPOMOCOM:
cunpomu Binbsimca, Jlanrepa-I'ineona, Ilpanepa-Bimni ta AHrensmana,
CUHIPOM MIKpOJIeNerii Xxpomocomu 22q, peTuHoOmacToMa ta aeneris 13q14

3453 Cunapom crienniyHOi JaMKOCTI XpoMocomu X: cuHapoM fraX(q27)

3454 [H111 BapiaHTH XpOMOCOMHOT MATOJIOT11, 110 MOB’s13aH1 3 MIKPOJIEJIEILisIMH Ta
MIKpOAYIUTIKAI[iIMA

3.6 XBOpOOM T€HOMHOT'O IMIOPUHTIHTY. MeXaH13MH BUHUKHEHHS

3.6.1 OpnuoOaTeKIBChKA qrcoMis. MexaHi3MU BUHUKHEHHS

3.6.2 I'eTepoaucomisi. MexaHi3Mu BUHUKHEHHS

3.6.3 I3oaucomist. MexaHi3MH BUHUKHEHHS

3.7 Cunapomu, sIK1 CyTIPOBOJKYIOThCS HECTAOUTBHICTIO XpOMOCOM: cUHIpoMu Jlyi-

bapa (arakcis, TeneekTasis), IirMEHTHA KcepoaepMa, CHHIpoM biitoMa, aHeMist
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daukoH1

3.8
3.8.1
3.8.2
3.8.3
3.9

3.10

3.11
3.12
3.13

3.13.1
3.13.2
3.14
3.14.1
3.14.2
3.14.3
3.14.4
3.14.5
3.14.6
3.14.7
3.14.8
3.14.9
3.14.10
3.14.11
3.14.12
3.14.13
3.14.14
3.14.15

4.1
4.2

4.3

4.4
4.5
4.6
4.7
4.8

4.9

4.10
411
4.12
4.13
4.14
4.15

XPpOMOCOMHU MOTIMOP(}I3M Y JIFOAUHH:

[Monimopdizm no C-reTepoxpomMaTuny

[Tonimopdizm o Q-rerepoxpomMaTuHy

[Monimopdizm no AVYP (saaepreyTBopIooYrM paiioHam)

YacTora BAHUKHEHHSI XpPOMOCOMHHUX aHOMAJIiH Ta iX BHYTPIIIHBOYTPOOHA
eJiMiHaIisg

XpOMOCOMHI aHOMaJIii IPU CaMOBIJIBHUX BUKHIHAX Ta CEpe.l
MEpPTBOHAPOHKEHUX

PeabiniTaris cimeit, 1e € XBOpUH 3 XPOMOCOMHOIO TTATOJIOTIEID

[Is1xXu MOKpaIeHHs JOMOMOTH XBOPUM 3 XPOMOCOMHOIO TaTOJIOTIEI0
MomnoreHHi GpopMu CIagIKOBUX XBOPOO (MaToreHes, KIiHiKa, JiarHOCTUKA,
9acToTa B MOMYJISIIIT)

MyxkoBicu103

DeHITKeTOHYpis

CrnagkoBi XBopoOu 0OMiHY pEYOBHH. 3arajibHa XapaKTepUCTHUKA
Knacudixkamist mizocomanx xBopo6 HakonmueHHs (JIXH)

[Tarorenes JIXH

3aranpHa XapaKTEPUCTUKA JTI30COMHUX XBOPOO HAKOITUICHHS
XapakTepucTHKa KJIaciB MyKOITOJIicaxapu103iB Ta MyKOJIiI1031B
3aranpHa XapaKTepUCTHKA CHIHTOIIMIA031B Ta 0JIirocaxapua03iB
['eHeT4HA reTeporeHHICTh Ta KIIiHIYHUM rToxiMopdizm mpu JIXH

SBue ncesnoaedinuty npu JIXH. MeraxpomaTruHa neikoqucTpodis
XapakTepUCTHKA CIIOJIYK, IO HAKOTIUYYIOThCS NP 3aXBOPIOBAHHSX
Yacrota 3ycrpigaemocti JIXH

SBuIe BIIIMBY TiceBIOTeHY. XBopoOa [ ore.

Xapaxkrep myTaniit mpu JIXH

[Mpunnunu tepanii JIXH

depMeHT-3aMicHA Teparis Ha Npukiaal xsopoou ['omre

Posnb npeHaTanbHOT 11arHOCTUKM ITpH Tio3pi Ha JIXH

[TanetHiunnii xapakrep JIXH

XBopo0H 3i CHaJKOBOI0 CXHJIBHICTIO (MYJIbTH(AKTOPiaIbHI XBOPOOH)
Krnacudgikarist XBopo0 31 Cr1aJKOBOIO CXUJIBHICTIO 3 TEHETUYHOI TOUKH 30PY
Poinb reneTnyHNX (akTOpiB Ta (PaKTOPIB 30BHILIHHOIO CEPEIOBHILA B
MOXO/IKEHH1 XBOPOO 31 CMAJKOBOIO CXUIBHICTIO

Jlokasu posti reHeTHYHUX (PaKkTopiB Ta (PaKTOPiB 30BHIMIHBOTO CEPEAOBUINA B
MOXO/IKEHH1 XBOPOO 31 CMIaJKOBOIO CXUIIBHICTIO

MexaHi3MHU pO3BUTKY XBOPOO 31 CIIaJIKOBOIO CXMJIBHICTIO

Kpurtepii MyabTH(QaKTOpHOTO yCHaAKyBaHHS

KniHiko-reHeTH4Ha XapaKTepUCTUKA XBOPOO 31 CHAIKOBOIO CXHIIBHICTIO
Ta iX NpoQiIaKTHKa

MeTou TeHeTUYHOTO aHalli3y XBOpoO 31 CMaJKOBOIO CXUIIBHICTIO (CTATUCTHYHI,
OJIM3HIOKOBUH, cerperaiiiiHuil anamiz)

3arasibHa XapakTepPUCTUKA XBOPOO 31 CHAIKOBOIO CXMIIBHICTIO

Kniniyauit nonimMopdizm XxBopoO 31 CraJKOBOI0 CXUIBHICTIO

MexaHi3MHU pO3BUTKY XBOPOO 31 CIIaJIKOBOIO CXHIIbHICTIO

Kputepii MyabTH(QaKTOPHOTO yCHaAKyBaHHS

CrareBi Ta €THIYHI BIAMIHHOCT1

XapakTep pOAMHHOTO HAaKOTTMYSHHS

CraTHCTHYHI METO/IH, 1110 BUKOPUCTOBYIOTHCS MPH aHaIi31 XBOpPOO 31
CTTaJIKOBOIO CXHMJIBHICTIO: CEPEIHS Ta TUCTIEPCisi, HOpMaJIbHE PO3TOIIICHHS,
JIOBIpYi MEXI Ta TECTH HAa MIMOBIPHICTh, KOBapiallis, KOPEJALlis Ta perpecis.
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AHani3 qucnepcii — eeMeHTH TUCTIEPCIHHOTO aHaTi3y

4.16

4.17
4.18

4.19

4.20
4.21
4.22
4.23
4.24

4.25
4.26

4.27
4.28

4.29
4.30

4.31

4.32
4.33
4.34

4.35

4.36
4.37

5.1
5.1.1

5111
5.11.2
5113
5114
51141
5.1.15

besnepepBHa MiHIMBICTh (T€HETHKA KUTBKICHUX O03HAK): (PEHOTHUITOBA UCIIEPCis
Ta i1 po3KJIaj], aANTUBHA TEHETUYHA AUCTIEPCis, TEHETUYHA KOPEJISList MK
poauyamu

YcnaakyBaHHs (METOIM BUPAXOBYBAaHHs, TUCIICPCIiiHII aHAaTi3)
Herenernyna poguHHa CX0XICTh (HECTIOPITHEHI 0COOU, pOINYi B PI3HOMY
CEePEeIOBHIIII)

bnusHiOKH, 3HAUEHHA OJIM3HIOKOBOTO METOAY JJISl MIATBEPPKEHHS HAsBHOCTI
MYJIbTH(PAKTOPHOTO 3aXBOPIOBAHHS

['eneTrka AKICHMX O3HAK Ta CXWJIBHICTbH JI0 1X yCHaAKyBaHHS

Amnani3 cu6ciB npu MyJIbTH(GAKTOPHINA TATOIOTIT

MounekynsipHO-TeHEeTHYHI METOIM BUBYCHHS MYJIbTH(PAKTOPHUX 3aXBOPIOBAHb
Kniniko-reneTn4Ha XapakTepUCTUKA XBOPOO 31 CIIAJIKOBOIO CXMIIBHICTIO
[IkipHi 3aXBOPIOBAaHHS: TICOpia3, aTUIIOBUM JIEPMATHUT, TIraHTChKi HEBYCH,
BITLJIITO, THI3IOBA aJIOIELIs

3axBOpPIOBaHHS HEPBOBOI CUCTEMU: EMiNIENCis, TapKiHCOHI3M, MiacTeHis
[Ncuxivyni 3aXBOPIOBaHHS: MU30(pEHis, MaHIaKAIbHO-IETPECHBHHUNA TICHXO03,
HenudepeHiioBani oirodpenii

OuHi XBopoOH: TIIayKoma, MioITis

YpomxeHi Baay pO3BUTKY: pO3IIUTHHA TyOH Ta migHeOiHHS, MIJIOPOCTEHO3,
nedeKkTH HeBpayIbHOT TpyOKH, rigpouedaitis, Mikporedais, BPOIKeHI Baau
cepist

OHKOJIOT14HI 3aXBOPIOBAHHS: paK MUIYHKY, paK MOJIOYHOT 321031, PaK JIET€HIB,
paK S€YHHUKIB, MEIIAHOMH

3axBOPIOBaHHS OMIPHO-PYXOBOTO armapaTy: CKOJIi03,

BPOJKEHUI BUBHX CTET'HA, KIIMIIOHOTICTh

MynbpTH(]aKTOpHI 3aXBOPIOBaHHS CEPEAHBOI0 BIKY: CEPLIEBO-CYIUHHI
3aXBOPIOBaHHS (aTE€pPOCKIIEPO3, ilIeMiuHa XBOpoOa ceplisl), peBMaTH3M,
OpoHXiaJlbHa acTMa Ta 1HII aJepriuHi 3aXBOPIOBaHHS, I[yKpOBHH Aia0eT Ta iHIIi
€HJIOKPUHHI 3aXBOPIOBAHHSL., ITOJIarpa

[IpodinakTrka XBOpoO 31 CIIaJKOBOIO CXUIBHICTIO

[Tinxonu 10 1HAMBIAYaTBHOT TPOPLIAKTUKH 3aXBOPIOBAHb

[TpuHIMIHM MEAMKO-TEHETUYHOT'O KOHCYJIbTYBAHHS MPU MYJIbTU(AKTOPHUX
3aXBOPIOBAHHSIX

IToBTOpHUI pU3MK BUHUKHEHHS XBOPOO 31 CIIaJIKOBOIO CXMIIBHICTIO, M1JIX0AU 10
OI[IHKU

[TpuHIMnM qucnancepu3alii poJuH 3 MyJIbTU(HAKTOPHUMHU 3aXBOPIOBAaHHSIMHU.
dopMyBaHHSI TPYT PU3HUKY IJIs1 TUCTIAHCEPHOTO OOIIKY 3 MyJIbTH(HAKTOPHUX
3aXBOPIOBAHHSIX

Metoau IlOC.]'Ii):[)KeHHﬂ IF'€HCTHKHU JIOJUHU

MeToam 1iarHOCTMKH XPOMOCOMHHUX XBOPOO

[{uToreHeTH4HI METOIM A1arHOCTUKH XPOMOCOMHHUX XBOpOO Ta iX 3arajipbHa
XapaKTepUCTHKA

JocaiakeHHs: KaploTumy

[Toxa3zaHHs JUI IPOBEIEHHS XPOMOCOMHOTO aHAIIi3y

MeTtoau ofepkaHHSI XpPOMOCOMHHUX Mpernaparis 3 010JI0rYHOT0 MaTepiany
Merton onepkaHHsI KJIITHH OYKaJIbHOT'O €MiTeNio

AHaui3 CTaTeBOro XpoMaTHHY

Oco61uBOCTI 00pOOKH KYJIBTYpPHU KIITHH JJISl O KaHHS MITOTHYHHUX
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XpOMOCOM

5.1.1.6 Mertoau onep)kaHHST XpOMOCOMHHX MperapaTiB i3 JdiMdonutiB nepudepiiHoi
KpOBi

5.1.16.1 HamiBmikpomMeToa KyJIbTUBYBaHHS JTiM(GOIUTIB repudepiiHoi KpoBi

5.11.6.2 Mertona ¢ikcarii KyJIbTypH KIITHH

5.1.1.7 OTpuMmaHHs MpenapaTiB XpoMOCOM 13 610MTaTy BOPCHH XOPIOHY

51138 Metoa KynbTUBYBaHHS KJIITHH aMHIOTHYHOI PiIUHH

5.1.1.9 Meroa oTpuMaHHs MeTada3zHUX TUIACTHHOK 13 OionTaTy MIKipy

5.1.1.10 Mertox oTpuMaHHs MeTaa3HUX TUTACTHHOK 13 MaTepially CIIOHTaHHUX a00OpTYCiB

5.1.111 Meroa oTpumaHHs MeTaazHUX TUTACTUHOK 13 O10MTaTy 3JIOSKICHUX MTyXJIMH

51.1.12 MeTtoa oTpuMaHHS penapatiB mpoMeradasHUuX XPOMOCOM

5.1.1.13 Meroau 3a0apBJICHHS XPOMOCOM:

511131 Meton 3abapsrieHHst aias orpuManHHs (Q-cermeHToBaHux xpomocoMm (QFQ-
METO/)

5.1.1.13.2 Meton 3abapBneHsst s oTpuMmanHi G-cermeHToBaHHX XpomocoMm (GTG-
METO.)

51.1.13.3 Meron 3abapsiienns ajsi BuBueHHs C-rerepoxpomaruna (CBG-meron)

5.1.1.134 Meton 3abapBneHHst ansi orpuMmaHHs R—cermenToBanux xpomocom (RHG -
METO/)

5.1.1.135 Meton 3a0apBiieHHS 17151 BUSIBIICHHS pallOHIB XpOMOCOM, 1110 YTBOPIOIOTH SIAEPIIS
(Ag-mero)

5.1.1.13.6 Merton 3a0apBIlIeHHS 7151 BUSBJICHHS TEIIOMEPHUX AUITHOK XpomocoM (T-meTo)

5.1.1.14 Homenknarypa no3Ha4eHb B IUTOT€HETHYHHX JOCIIKEHHSIX:

5.1.1.14.1 TepmiHOJIOTIS, CHMBOJIH

51.1.14.2 InenTudikaris iHAUBITYATEHIX XPOMOCOM

5.1.1.143 [To3HaueHHS OKpPEMHX CETMCHTIB

5.11.14.4 [To3HaueHHS YMCIOBUX aHOMAJIH KapioTUITY

5.1.1.14.5 [lo3HaueHHs  CTPYKTYpHMX mepeOynoB, $Ki  BHABISIOTBCS  METOJaMH
nudepeHIiiHoro 3a0apBieHHs

5.1.1.15 ITpaBuna opopmiIeHHs pe3yIbTaTiB HUTOI€HETHYHOIO aHaJIi3y

5.1.1.16 [uToreHeTnyHMi aHai3 MOBHUX Ta MO3ai4HUX (POPM KUIBKICHUX aHOMAJIN
KapioTumy

5.1.1.17 XPpOMOCOMHHUI aHali3 MpU CTPYKTYpPHUX NepedyaoBax

5.1.1.18 MonexkyaspHO-IUTOr€HETHYH1 METO/IN 11arHOCTUKH XPOMOCOMHUX XBOPOO

51.1.18.1 Merton dayopecuenTHOT ribOpuu3arii in situ ta fioro moaudikarii

5.1.1.18.2 [TpuHuMNIHN i1eHTudiKarii XpOMOCOM 3 BUKOPHUCTAHHAM
xpomocomocnenudpiuaux JJHK-30u7118

5.1.1.18.3 [IpaBuna opopmiieHHs pe3yIbTaTiB MOJEKYISAPHO-IIUTOTEHETUYHOTO aHANI3Y

5.1.1.19 ABTOMaTH30BaH1 CUCTEMU JOCIIIKEHHS Kap1OTUILY

5.2 MoJieky/JIsIpHO-T€eHEeTHYHI METOAH J0C/IiIKeHHS

521 [IpuHIMIH, NOKIAAEH] B OCHOBY MOJIEKYJIIPHO-T€HETUYHUX METO/IIB
IarHOCTHUKHA
TeHETUYIHUX

5.2.2 IIpaBuia 3a00py Ta 30epekeHHs MaTepialy Ui MOJIEKYJIIPHO-TEHETHYHHUX
IIOCIIHKEHD

523 MeTou BUIICHHS HYKJICTHOBUX KUCIIOT

524 MeTtoau nepeBipku SKOCTI npemnaparis BuauieHoi reHoMHoi JJHK ta
BU3HaueHHs i1 npugaTHocTi ans JJHK miarnoctrku

525 [TocraHoBka peakiii amrumiikarii

5.2.6 ITpoBeeHHSs peCTPUKIIIHOTO aHATI3y

5.2.7 MeTtoau nerekiii pe3ynbTaTiB MOJIEKYISIPHO-TEHETUYHUX JT0CITIIKEHb.

5.2.8 IIpaBuna opopmiieHHs pe3yabTaTiB MOJIEKYIAPHO-TEHETUYHUX JTOCIIIKEHb
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5.3 Bioximiuni MeToan mocainkeHHs

5.3.1 [TpuHnMmm 610XiMIYHOT JIarHOCTUKYU CHAJAKOBUX XBOPOO 0OMiHY pedOBUH

5.3.2 [Tpuniunu opraxizaiii MaCOBOT0 HEOHATAILHOTO CKPHHIHTY Ha
(heHUIKETOHYPIIO

5.3.3 [Tpuntunu opraxizaiii MAaCOBOT0 HEOHATAILHOTO CKPHHIHTY Ha BPOKEHUH
TioTHUPEO3

5.34 [Tpununu oprasizanii MacCOBOT0 HEOHATAILHOTO CKPHHIHTY Ha
aJIpeHOT€HITAIbHUI CUHIPOM

535 [TpuHIMIH opraHi3allii MACOBOTO HEOHATATHHOTO CKPUHIHTY Ha MYKOBICIIHI03

5.3.6 Mertoau, 1110 3aCTOCOBYIOTHCS JI1 MACOBOI'O HEOHATAIbHOIO CKPUHIHTY

5.3.7 BHyTpinHbon1ab0paToOpHUiA KOHTPOIIB SIKOCTI IPU MPOBEJCHHI MACOBOTO
HEOHATAJIbHOI'O CKPUHIHTY

5.3.8 30BHINIHBOJIA00PATOPHUI KOHTPOIIB SIKOCTI MPU MPOBEJCHHI MAaCOBOTO
HEOHATAJIbHOI'O CKPUHIHTY

539 [TpuHIMNH TPOBEACHHS CEICKTHBHOTO 010XIMIYHOTO CKPUHIHTY CIAJKOBUX
XBOpOO OOMiHY PEUYOBHH

5.3.10 Metoau, 1110 BUKOPHCTOBYIOTHCS JUIS CEJIEKTUBHOTO CKPHHIHTY CIaIKOBUX
XBOpOO OOMiHY PEUYOBHH

5.3.11 CedoBuil CKpUHIHT CIIaJKOBHX XBOPOO 0OMiHY PEYOBHUH

5.3.12 Mertoa ToHKOMmAapoBoi XpoMaTorpadii aMiHOKUCIOT

5.3.14 Mertoa ToHKOIIapoBOi Xxpomarorpadii ByriaeBoiB

5.3.15 [ToToBa nmpoba

5.3.16 Cy4acHi KUIbKICHI METO/IM BU3HAYCHHS METa0O0IITIB B 010JIOTIYHUX PiTUHAX —
BHCOKOE(EKTHBHA piIMHHA XpoMaTorpadis, razoBa xpomarorpadis-
MacCCIIeKTPOMETPisl, TAHIAEMHA MacCIIEKTPOMETPist

5.3.17 BucokoedexkrrnBHa XxpomaTtorpadis aMiHOKHUCIIOT

5.3.18 ["a3oBa xpomarorpadisi-MacCueKTpOMETPisi OpraHiuHUX KACIOT

5.3.19 TangemHa MaccrieKTpOMETpisi aMiHOKUCIIOT Ta allMJIKapHITHHIB

5.3.20 [IpuHIMIN CeNEeKTUBHOTO 010XIMIYHOTO CKPUHIHTY JI30COMHUX XBOPOO
HaKOIMHUYECHHS

5.3.21 MeTton ToHKOIIapoBoi XxpomaTorpadii onirocaxapuuis

5.3.22 Merton kinbkicHoro BuzHaueHHs ['AI B ceui (L{ITX-tecT)

5.3.23 Meton ToHkomapoBoi xpomaTtorpadii I'Al" onirocaxapuis

5.3.24 Metoau BU3HAYEHHS aKTUBHOCTI JII30COMHHMX ()€PMEHTIB B TOMOT€HATI
JEHKOIUTIB

5.3.25 Metoau BU3HAUE€HHS aKTUBHOCTI J130COMHUX (DEPMEHTIB B IJIa3Mi KPOBI.

5.3.26 MeTtoau 610XIMIYHOTO MOHITOPUHTY €()eKTUBHOCTI JIIKYBaHHS JII30COMHUX
XBOPOO HAaKOIMYEHHS

5.3.27 MeTtoau cenekTUBHOTO 010XIMIYHOIO CKPUHIHTY MITOXOHIPIabHOI MAaTOJIOT{

5.3.28 Metoau audepeHiiaabHol 11arHOCTUKH 3JI0SIKICHUX (opM (heHIIKeTOHYpii

5.3.29 Metoau BUsIBICHHS IOPQipUHIB

5.3.30 [TpuHIMN BU3HAYEHHS CAlpONTEpiH-uyTIuBUX (hopM QeninkeTonypii (BH4-
TECT)

5.3.31 ITpaBuna 3a6opy Ta 30epexeHHs MaTepiany i 610XiIMIYHUX JOCIIHKEHb IPH
JIarHOCTHIII CTIaJIKOBUX 3aXBOPIOBaHb OOMIHY PEYOBUH

5.3.32 Cucrema 3a0e3ne4eHHs IKOCTI O10XIMIYHHUX JOCHTIIKEHb MPH JT1arHOCTHUIII
CIa/IKOBHX 3aXBOPIOBaHb OOMIHY PEUOBUH

6 Meaunko-reHeTHYHE KOHCYJILTYBAHHS

6.1 3aB/laHHS MEAMKO-TE€HETHYHOTO KOHCYJIbTYBaHHA 3 MEIUYHOI, COLIalIbHOT

6.2 TOYKH 30pY, 3 TOUKH 30py OpraHizallii 0XOpOHH 310pOB’ s

6.3 [TpuHIMNHM MEAUKO-TEHETUYHOT'O KOHCYJIbTYBAHHS XPOMOCOMHUX CHHIPOMIB.
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6.4 [TpuHIMIH MEAUKO-TEHETUYHOT'O KOHCYJIbTYBaHHS KOHCYJBTYBAaHHS XBOPOO 31

6.5 CHAIKOBOTO CXUIBbHICTIO

6.6 [TpuHIMIH MEAUKO-TEHETUYHOT'O KOHCYJITYBaHHSI MOHOTEHHUX XBOPOO

6.7 MeTtoau npeHaTaabHOI JIarHOCTHKY CIIAJAKOBUX XBOPOO: YIbTPa3ByKOBE
JIOCITIDKEHHS 101y, BUSHaUCHHS alb(da-deTonpoTteiny, piToamuiorpadis,
6iomcist XOpioHy, aMHIOILEHTE3, KOPJOLIEHTE3

6.8 [TokazaHHs Ta TEpMiHU IPOBEICHHS HEIHBa3MBHUX METO/IIB MPEHATAIbHO1
IarHOCTUKHA

6.9 [TokazaHHs, MPOTUNIOKAa3aHHS, YCKIQAHEHHS Ta TEPMIHU TPOBEICHHS
1HBa3UBHUX METOJIB JOCIIKEHHS

6.10 [IpenaTtanpHi Ta HEOHATAIbHI CKPUHIHTOBI IPOTpaMu

6.11 [TpuHIMNH TpeHATaTBHOI A1arHOCTUKU XPOMOCOMHHUX CHH/IPOMIB

6.12 [TpuHIMM MpeHaTaabHOI 1IarHOCTUKUA XBOPOO 31 CITaIKOBOKO CXHIIbHICTIO

6.13 [TpuHIIMNH TpeHATAIBHO J1arHOCTUKHA MOHOTEHHUX XBOPOO

6.14 [IpexonmemnmiiHa mpodilakTHKA CIIAaIKOBUX XBOPOO

6.15 MopanbHO-eTHYHI, ICKXOJIOTIYHI Ta COIiaJIbHI aCTIEKTH MEANKO-TEHETHYHOTO
KOHCYJIbTyBaHHS

7 Po6oTa 3 y4u00BO-KOHTPOJIIOI0Y0I0 KOMII'IOTEPHU30BAHOI0 MPOTrPaMOI0

7.1 Po6ota 3 giarHoctruno0 mporpamoro «POSSUM»
JoaaTkoBi nporpamu

8 ImyHoJ10TiN

8.1 Crpykrypa Ta $yHKIIi IMyHHOI CHCTEMHU IIPY 3aXBOPIOBAHHSAX BHYTPIIIHIX
OprasiB

8.2 SArporenna xpopoba

8.3 [Tpo6nemu BII-indexmii

8.3.1 [TaTorenes, emigemionoris 1 kmirika BUI-indekmii

8.3.2 [Tpununu naGopatopHoi niarnoctuku BlI-indexuii. Metoau npogdinakTUKH

9 Opranizanisi HeBiIKIaJHOT MeTHYHOT 10MOMOTH HACEJEHHIO TPH
HAI3BMYAIHUX CUTYyallifAX

9.1 Opranizaliiss MEJUYHOI JONOMOTH YPa)KEHUM MPU HAA3BUYANHUX CUTYaLlIIX

9.2 Menuko-TakTHYHA XapaKTepUCTUKA KaTacTpo(d MUPHOTO Yacy

9.21 Opranizamis 1 3aBIaHHS CIY>KOM €KCTPEHOI MEAMYHOI JIONOMOTH IpHU
Ha/I3BUYAHHUX CUTYaLlifX

9.2.2 Opranizaiis JIIKyBaJIbHO-€BAaKyallIHHOTO  3a0€3MeYeHHs] ypaKeHUX IpH
Ha/I3BUYAHUX CUTYaLlifX

10 Panpianiiina Mmegnnunaa

10.1 ®di31uyH1 OCHOBM pajialiifHOI MEAUIIMHU, JO3UMETPI1 1 pajialiiiHoi 6e3neku

10.2 bionoriyna f1ist 10HI3yI04Or0 BUIIPOMiIHIOBAaHHS

10.3 I'irieniyni acrekTy paaiauiiHoi Oe3neku

10.4 [rieniyni acrekTH paaialliiHUX Ta SASPHUX aBapii

10.5 MeTtoau 1 ciocoOu BUKOPUCTAHHS 10HI3yI0UOTO BUITPOMIHIOBaHHS B METULIMH1

105.1 I'ocTpa mpomeneBa xBopoba

10.5.2 XpoHivHI 1 BIAaJICH] HACTIIKA ONTPOMIHEHHS

10.5.3 Jucmancepusaitist oci0, ki 3a3HaIU Ji1 paaiariiifHOro OMpoOMiHEHHS

11 Oco00.1uB0 HeOe3meuHi iHpexuil

11.1 Knacudikaris 3a 30yagaukamMu iHGEKIIT Ta MEXaHI3MOM Tiepeadl Xoepa
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11.2 borynism. [uzentepis. Canpmonenbo3. Tudu — depeBHHH, BUCHITHUM,
MMOBOPOTHUM

11.3 Judrepist. AneHoBipycHa iH(EKIis TUXaTbHUX IUIAXIB

11.4 Uyma. Napstaxu: sxoBTa, Ky, remopariysa Ta iH.

11.5 Cubipcbka BUpa3ka

12 Tybepkyib03

13 I'ymaniTapHi aciekTH KJIIHiYHOI0 MUCJICHHS JiKapiB

14 IMutanus imyHonpogiiakTuKu

15 IIporuaist HacHJIBLCTBY B CiM’i

16 BilicbK0oBa MeIUYHA MiATOTOBKA
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KpagidikaniiiHa XapakTepuCTHKA JiKapsa-1a00paHTa-TeHeTHKA

3rigHo 3 BUMOTaMH KBami(iKaliiHOI XapaKTepUCTUKHU JiKap-cneniaticT-
JIa0OpaHT-TeHeTUK TTOBUHEH 3HATH 1 BMITHU:
KepyeThcsi YHHHUM 3aKOHOAABCTBOM Y KpaiHU PO OXOPOHY 3[I0POB'A Ta
HOPMAaTUBHO-TIPAaBOBUMH aKTaMH, [0 BU3HAYAIOTH JISUTbHICT OPTaHiB YIIPaBIiHHS
Ta 3aKJIaJiB OXOPOHHU 3/I0POB's, OpPTaHi3alliio Ja00paTOPHOI CITYKOH.
[TOBUHEH 3HATU:
® OCHOBM 3aKOHOJIAaBCTBa MPO OXOPOHY 3JO0POB'St Ta HOPMATHBHI aKTH, IO
PErJIaMEeHTYIOTh JIISUIbHICTh OPTaHiB YIPABIIHHS Ta 3aKJIa/iB OXOPOHHU 3J0POB'S;
oprasi3ailiro J1abopaTopHOi CIpaBu; IpaBa, 000B'I3KH Ta BIMOBIAAIBHICTD JIIKAPs-
nabopaHTa-TeHETHKA,;

® OCHOBHM LHUTOJIOTII 1 010XiMIi, MOJEKYJISPHOI 010JI0T1i 1 MOJIEKYJIIPHOI T€HETHKU;
3arajbH1, UTOJIOTIYHI 1 MOJIEKYJIIPHI OCHOBH CIaJKOBOCTI;

® CTIOJNOriI0, TATOTEeHEe3, CyYacHI METOAU JOCHIKeHHs, MpOQIIaKTUKH Ta
nudepeHIiiHOT JIarHOCTUKH, B TOMY YHCJI1 MOJICKYJIIPHOT, JIIKyBaHHS CIIaIKOBHX
3aXBOPIOBaHb;

e crocoOu oJiep>KaHHS Marepiaiay BiJ XBOPHX, METOJIU OI[IHKM Ta IHTEpIpeTalii
pe3ybTaTIB AOCTIIKEHb, CKJIAJJaHHs MEAUKO-TeHETUYHOTO BUCHOBKY; MPUHIIUITH
1 cocoOu MPOBEACHHS PI3HUX CKPUHIHTOBUX MPOrpaM; JIarHOCTUYHY anapaTypy
(Mikpockonu, (iryopomeTpH, CHEKTPOPOTOMETPH, aMIHOKHCIOTHI aHali3aTopu
TOIIO);

e 1mpaBuia OQGOPMIIEHHS MEIUYHOI JOKYMEHTaIlll; mepenoBi iHGopmariiiHi Ta
[HTEepHET TEXHOJIOri;

® CyyacHy HAyKOBY JIITEpaTypy Ta HAyKOBO-NPAKTUYHY MEpIOAUKY 3a (axoM Ta
METOAU 11 y3arajJbHEHHS.

[TOBMHEH BMITH:

e 3iliCHIOBAaTH  KJIIHIYHO-TA00pAaTOpHY  JIarHOCTUKY  CIAJKOBOI  IMATOJIOTII.
3acToCcOBYBaTH Cy4YacHI METOAM IUTOTCHETHYHUX 1 O10XIMIYHUX JOCIIKCHB;

CKJIaJIaTH BIANOBIAHUN ME€IUKO-T€EHETUYHUI BUCHOBOK.
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bpatu yuyacte B opranizaiiii i MpoBeIEHHI CKPUHIHTOBUX MPOTrpaM OOCTEKEHHS
HOBOHAPOHKCHUX JIITEH Ta BariTHUX KIHOK.

[TnanyBaTi poOOTY Ta MPOBOAWTH aHAII3 11 pe3yJIbTATIB.

KepyBatu po00TOI0 CepeTHbOr0 METUYHOTO MEPCOHAIY.

JIOTpUMY€ETHCSI TPUHITUITIB METUYHO1 JICOHTOJIOT 1.

BecTu nikapchKy JOKYyMEHTAIIIIO.

[TocTiifHO yIOCKOHAIOE CBiil mpodeciiiHmii piBEHb.



HEPEJIIK
NPAKTHYHUX HABUYOK /ISl HUKJY cieniajizamii 3a ¢gpaxom

«I'eHeTHKAa JJabopaTopHa»

20

Ne
Ha3zga
3/m
1 2
1 | MeTonu CeIEKTUBHOTO CEUYOBOTO CKPUHIHTY
2 | Mertoa ToHKOIIApOBOi XpoMatorpadii aMiHOKUCIIOT
3 | Meroa ToHKOIIApOBOi XpoMarorpadii ByrjaeBoIiB
4 | Meron xinbkicHoro BusHaueHHs Al B ceui (LITTX-TecT)
5 | Merox Bu3HaueHHs 0.1-aHTUTPUIICHHY B KPOBI
6 | MeToa BU3HAUYCHHSI CEYOBOi KUCIIOTH B Cevl
7 | MeToa BU3HAYCHHS BMICTY XJIOPUIIB B IOTOBIH piauHi (moToBa mpoda)
8 | MeToz ¢uroopecieHTHOTO aHamizy BMICTY (DeHIJaNaHiHy B CyXii MmisaMmi
KpOBi JiJis1 JiarHocTuk OKY
9 | Meroa imyHodmroopectieHTHOro ananizy BMmicty TTI B cyxiit ruisimi KpoBi
JUISL JIaTHOCTUKH BPOJIPKEHOT'O T1IOTHPE03Y
10 | Meton imyHodur0OpectieHTHOro anaiizy BMicty 17-OI1" B cyxii misimi
KpPOBI JIJIs IIaTHOCTUKU aJPEHOTeHITAIHBHOTO CHHIPOMY
11 | Metoa iMmyHO(DJIFOOPECIICHTHOTO aHalli3y BMICTY IMyHOPEAKTUBHOIO
TPUIICIHY B CYX1H IJIsIMI KPOBI JJIsl IIATHOCTUKU MYKOBICUU03Y
12 | Meronu BusBIeHHs opdipHHIB B cedi
13 | Meton ToHKOIIapoBOi XpomaTorpadii oyirocaxapuib
14 | Meton ToHkotapoBoi xpomatorpadii AT’
15 | MeTon BUISICHHS JIEUKOIUTIB 3 nepudepiiHoi KpoBi
16 | Meron BU3HAUEHHS aKTUBHOCTI JII30COMHUX (JEPMEHTIB B TOMOT€HATI
JIEUKOIIUTIB
17 | Meton BUCOKOE(EKTUBHOI PIAMMHOL XpoMaTorpadii aMiHOKUCIOT
18 | Merox TaHAEMHOT Mac-CIIEKTPOMETPii aMiHOKHUCIIOT Ta aIlMJIKAPHITHHIB
19 | Metox ra3zoBoi xpomaTorpadii opraHiyHUX KUCJIOT
20 | IIpaBuna oopmieHHs pe3yIbTaTiB 010XIMIYHOTO aHAIII3Y
21 | [IpaBuna oopMieHHS pe3yJIbTaTiB IUTOTCHETUYHOTO aHAJI3Y
22 | [IpaBuna oopMiIeHHS pe3yJIbTaTiB MOJEKYISIPHO-UUTOT€HETUYHOTO
aHaJi3y
23 | [IpaBuna oopMyieHHS pe3yJIbTaTiB MOJEKYJISIPHO-TEHETUYHOTO aHaJlI3y
24 | HamiBMIKpOMETOT KyJIbTUBYBaHHSA JiM(DOIUTIB mepudepiiHoT KpoBi
25 | Meron KyJnbTUBYBAaHHSI KJIITHH aMHIOTHYHOI P1IMHA
26 | OTpumaHHs IIpenapariB XpoOMOCOM 13 010NTaTIiB BOPCHH XOPIOHY
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27 | Meron oTpuMaHHS KIITHH OYKaJIBHOTO CMITEIII0

1 2

28 | MeTon oTpuMaHHs MeTada3HUX MJIACTUHOK 13 O10TITAITy MIKIPH

29 | Meton oTpuMaHHs MeTada3HUX MJIACTUHOK 13 MaTepialy CIIOHTaHHUX
abopTYyCIB

30 | Merox dikcarii KyJIbTypH KIITHH

31 | Mertoa oTpuMaHHA IpenapaTiB MeTaazHuX MIACTHHOK (IIpernapaTiB
XPOMOCOM)

32 | Q-merox nudepeHmiifHoro 3a0apBISHHS XPOMOCOM

33 | G- meToxa nudepeHIIiHOro 3a0apBieHHs] XPOMOCOM

34 | R-meron nqudepeHitiitHoro 3ad0apBiIeHHS] XPOMOCOM

35 | BubipkoBi MeTou 3a0apBiieHHS XpoMocoM (Ag-MeTo)

36 | BubipkoBi meToau 3abapBiacHHS XxpoMocoM (C-MeTox)

37 | Meroxa oTpuMaHHS IIpenapariB mpomMeTadasHuX XpOMOCOM

38 | Amani3 npemapariB 1po- i MeTada3HUX XPOMOCOM

39 | AHaJi3 cTaTeBoOro XpoOMaTUuHY

40 | Meton duyopeciieHTHOI riOpuan3anii in situ

41 | IlpaBuia 3a00py Ta 30epeKeHHS MaTepially JJI1 MOJICKYJISIPHO-TEHETUYHUX
JOCTII)KEHb

42 | Meroau Bupinenss JIHHYKII€IHOBUX KHACIIOT

43 | IlocTaHOBKA MOJIiMEPa3HO1 JIAHITFOTOBOI peaKIii

44 | Meroau nerekuii amiutidikoBanux gparmentis JJHK

45 | R-meton audepeHIlinHoro 3a0apBiaeHHs XPOMOCOM

46 | BubGipkoBi MeToau 3a0apBieHHs XpoMOCcOoM (AQ-MeTo 1)

47 | BubipkoBi MeToiu 3abapBieHHs XpoMocoM (C-meTon)

48 | MeToa oTpuMaHHS IpenapaTiB npomMeTadazHuX XpOMOCOM

49 | Anaui3 npenapartiB mpo- i MeTagazHuX XpoOMOCOM

50 | Anami3 cTaTeBOTO XpOMAaTHHY

51 | Merox duryopeciieHTHOT ribpuau3aii in situ

52 | [IpaBuna 3a00py Ta 30epeKEeHHS MaTepiay JJisl MOJICKYJISIPHO-TEHETUIHUX
JOCTIIKEHb

53 | Meroau Buaiienns JIHHYKII€IHOBUX KUCTIOT

54 | [locTaHOBKA MOJIMEPA3HOT JIAHIIFOTOBOI peakLii

55 | Meroau nerekuii ammtidikoBanux gparmentis JJHK
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