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IHOACHIOBAJIBHA 3AIIMCKA

HaBuanpHa mporpamMa IHUKIY TEMaTHYHOTO YIOCKOHAJICHHS «JliarHOCTHKa
XPOMOCOMHHX XBOPO0» 3a OYHO-3a0YHOI0 (OPMOIO 3 €lIeMEHTaMHu JUCTAHIIIHOrO
HaBYaHHS MpU3HAYCHA JJIA MIABUIICHHS KBajiQikaii JikapiB-1a00paHTIB-T€HETHKIB,
JKapiB-T€HETHKIB, JIIKapiB-JIaDOPaHTIB Ta O10JIOT1B.

[uxn npoBoauThes BiAmoBigHO 10 [lomokeHHs PO opraHizalilo OCBITHBOTO
npouecy B HMAIIO imeni ILJI. [lynuka, IlonoxeHHs npo AuMcTaHIliiiHe HaBYaHHS,
3arBep/keHoro HakazoM MOH Vkpainum Big 25.04.2013 Ne 466, IlpumipHoro
MOJIOXKEHHS TIPO MiJBUIIEHHS KBati(iKallii 32 OUHO-3a04YHOI0 (HOPMOIO 3 elIeMEeHTaMuU
nucraniiiHoro HapuanHs y HMAIIO imeni I1.JI. Hlynuka, 3aTBep/I’)KEHOT0 BYEHOIO
pagoro HMATIO imeni I1JI. llynuka 30.05.2013, 3 ypaxyBaHHSIM BUMOT TIOCTaHOBU
Kabminy Big 28.03.2018 Ne 302 «IIpo 3arBepmxennst [lonokeHHS TPO CUCTEMY
OesnepepBHOro MpodeciiHOro PO3BUTKY (HaxiBIIB y chepl OXOPOHU 3I0POB'S»,
[Mopsinky mimBuieHHs KBamidikailii TeJaroridyHUX 1 HAYKOBO-TIEIAaroriqyHuX
IpaIliBHUKIB, 3aTBEpKeHOro noctaHoBoro Kaominy Bim 21.08.2019 Ne 800, Hakazy
MO3 Vkpainu Big 22.02.2019 Ne 446 «Jlesiki mutanHs O6e3mepepBHOTO MpodeciitHoro
PO3BUTKY JIiKapiBy, 3apeectpoBaHoro B Min'tocTi 25.03.2019 3a Ne 293/33264, ta
IHITUX HOPMATHBHUX JOKYMEHTIB, IO PETJIAMEHTYIOTh MIATOTOBKY (DaXiBI[IB Tary3i
3HaHb «OXOpOHa 37I0POB's» Ha MICISAUILIOMHOMY €Tarll.

Mera 1UKITy TEMAaTHYHOTO VYAOCKOHAJeHHS «J/[iarHOCTHKAa XpPOMOCOMHHX
XBOpOO» 3a 0YHO-3a09YHOI0 (HOPMOIO 3 €JIEMEHTAMH JHUCTAHI[IHHOIO HaBYAHHSI —
YIOCKOHAJICHHS TEOPETUYHUX 3HAaHb Ta MPAKTUYHOI MIiATOTOBKH, (HOpMyBaHHS,
OHOBJICHHS, TOTJIMOJEHHS KIIOYOBUX MPOGECIiHHUX KOMIETEHTHOCTEH, a TaKOoX
OTPUMaHHS HOBHX aKTyaJbHUX 3HAaHb 3 JIarHOCTUKH XPOMOCOMHHX XBOPOO,
HEOOXITHUX ISl podeciiHOl MISUTBHOCTI CIyXadiB BIAMOBIAHO JO BUMOT CHCTEMH
SIKOCT1 MIATOTOBKY KaJAPiB JJIA chepr OXOPOHU 3I0POB'sI, O3HAHOMIICHHS 3 HOBITHIMH
JOCSITHEHHSIMH B TalTy31 TOIIIO.

[Muknm TemMaTUYHOTO yIOCKOHAJCHHS Tiepenbadae po3riisg HE  JINIIe
TPAIUIIIHHUX METOAWK, a ¥ HaMCy4acHINIUX METOJIB JJa0OPaTOPHOTO OCIIIKCHHS

XpPOMOCOMHOI MaTOJIOr1i.



[Iporpama oxormioe 00CST SK TEOPETUYHUX, TaK 1 MPAKTHIHO-TPUKIATHUX
3HaHb, BMIHb 1 HaBUYOK, HEOOXIAHUX JUIs JIIKapiB-TaOOPaHTIB-T€HETHKIB, JIKapiB-
Ie€HETHKIB, JIIKapiB-1a0OpaHTIB Ta 010JI0TIB AJI1 HAJIEKHOTO 3A1MCHEHHS NMPOQeCcIiHOT
TISUTBHOCTI.

[Iporpama MICTUTH 5 PO3AUTIB, SIKI OXOIUTIOIOTH HACTYIHI TeMu. «[ eHeTuka
monuan», «KiiHiyHa reHeTuka», «MeToau AIarHOCTHUKUA XPOMOCOMHHX XBOPOO»,
«MeaMKO-TeHETHYHE KOHCYJIBTYBaHHS» Ta «[IpHHITMIM TpeHATaTIbHOI JIarHOCTUKH
XPOMOCOMHHX XBOPOO».

3a 10AaTKOBUMH NpOrpaMaMu BKJIIOYEHO: «IIuTaHHs IMyHONIPO( LIAKTUKH.

VY HaBYaJIbHOMY TUTaHI MUKy 3a3HAYCHO KOHTUHIEHT CIIyXadiB, TPUBAJICTh iX
HaBYaHHS, pO3MOALT TOJHWH, BIJIBEJICHMX HA BHBYCHHS pO3JUIIB HaBYAJIBHOI
nporpamMu. Y pa3l HEoOXiTHOCTi, BpaxOByKOUW 0a30BUM pIBEHb 3HAaHb CIyXadiB,
kadenpa MoKe BHOCUTH KOPEKTHUBU Ta JOTIOBHCHHS 1O HaBYaJIbHUX TOIWH, SKi
perjiaMeHTOBaH1 HaBUaJIbHUMU TUTaHAMU, B Mexax 15 % Bij 3arajibHOro 00CsTy Yacy.

HaBuanpHuil man nepenbayae MPOBEIEHHS OCBITHBOTO MPOIECY HA IUKJII 3a
OYHO-3204YHOI0 (POPMOIO 3 eJIeMEHTaMU JUCTAHIIITHOTrO HaBYaHHS, B ToMy yucii 40 %
aKaJIeMIYHUX TOAWMH 3 BHKOPHUCTAaHHSAM TEXHOJOT1l MMCTAHIIMHOTO HaBYaHHSA ¥
BUTJISI 3a0YHOI YACTUHM IUKITY. JIMCTAaHIIIHO TPOBOASTHCS JISKI(i Ta CEMIHApChKi
3aHATTA. [IpakTuU4Hi 3aHATTSA MPOBOAATHCS 3a O04HOIO (opmoro Ha 6a3i HMAIIO
imeni II. JI. Illynmuka, B TOMy uYHMcli 3adik, Ta HaBYaHHS 3a JIOJATKOBUMU
mporpamMamu, abo Ha 0a3l 3akiany, SKHH 3a0e3leuye pecypcH IS SKICHOTO
MIPOBE/ICHHS MPAKTUYHUX 3aHSATh.

OcHOBHI 3aBJaHHS HaBYaHHS 3a OYHO-320YHOI0 (OPMOIO 3 eJIeMEHTaMHu
JTUCTAHIITHOTO HABYAHHS:

- PO3IIMPEHHS MOMXJIMBOCTEH JOCTYITY CTEIIaTICTIB A0 AKICHOI (paxoBOi OCBITH;

- BpaxyBaHHS Tiji 4aC HaBYaHHS IHIUBIAyaTbHUX TOTPEO Ta MOMKIMBOCTEH
CITyXadiB,;

- OMAaHYBaHHS CIyXauyaMHU HAaBUYOK CAMOCTINHHOI poOOTH;

- MIABUIIEHHS €()EKTUBHOCTI MIJTOTOBKU 3aBISKA BHKOPHUCTAHHIO CY4YaCHUX

1H(pOopMaLIiTHUX 1 KOMYHIKAI[IMHUX 3aCO01B.



HaBuanbpHuil mad Ta nporpama UMKy TEMaTUYHOTO YJIOCKOHAJIEHHS 10MOBHEHI
MEPeIKOM MUTaHb J0 MIJCYMKOBOIO 3ajiKy, MEPEIIKOM MPaKTUYHUX HABHUYOK,
CIIMCKOM PEKOMEHIO0BAHUX JKEPE.

JUisi BUKOHAHHS 1€l mporpaMu MiJ 4Yac HaBYaHHS Nepen0adeHo Taki BHUIU
HABYAJIbHUX 3aHATh: JIEKI1i, IPAKTUYHI 3aHATTS Ta PI3H1 BUAU CEMIHAPCHKUX 3aHSATh.

[TpoMi>kHMIT KOHTPOJIb 3HAHB 31MCHIOETHCS 3a PaXyHOK TOJIMH, TIepe10adeHnX
Ha CeMIHApPChK1 3aHATTS.

JUisi  BU3HAUEHHS PpIBHS 3aCBOEHHSA MPOrpaMd LMKIY TEMaTHYHOIO
yllOCKOHajeHHss 3 TepMmiHoM HaBuaHHs 0,5 wicsaus (78 roauH) nependavyeHo
MiJICYMKOBUH 3aJ1iK (2 TOAUHM).

Cnyxayam, $iKi BUKOHAJIM MpPOrpaMy 1 YCHIIIHO CKJIANU 3alliK, BUIAETHCS

HOCBi}I‘{CHHH PO MPOXOIKCHHA HNUKITY BCTAHOBJICHOI'O 3pa3Ka.



HABYAJIBHUM IIJIAH
IIUKJTY TEMATHYHOI'O YIOCKOHAJIEHHSI
«JIATHOCTUKA XPOMOCOMHHUX XBOPOB»

(3a 04HO-32049HOIO (POPMOIO 3 CIIEMEHTAMH JIUCTAHI[IHOTO HAaBYaHHS )

Tpusanicts: 0,5 micsus (78 roauH)

KoHTUHTeHT: niKkapi-1abopaHTU-TEHETUKH, JIIKapi-TeHEeTHKH, JIiKapi-TabopaHTH

Ta 010J10TH
Kinoxicms nasuanvhux 2ooun
Kon : ‘o i 3
. HasBa po3aity i 2 = | 8 = HUX 32 YMOB
po3ainy = E 2 § E aucTanmiiEoro | Pazom
= g § S g HaBYaAHHS
= |3
3 ocnoenol oucyuninu
01. I'eneTHka JHOIHHH 4* - 4/4* 8 8
02. Kainiuna renernka 2* - 10/8* 10 12
03. MeToau 1iarHOCTUKH 6* 30 | 10/6* 12 16
XPOMOCOMHMX XBOPOO
04. Meauko-reHeTHYHE i i 2 i 2
KOHCYJIbTYBaHHS
05. IIpuHIUIM NpeHATATbHOL
AiarHOCTHKH - 2 4/2* 2 6
XPOMOCOMHHMX XBOP0OO
06. 3agik 2 - 2
Bceboro: 12* 32 32 32 76
3a 0ooamkosumu npoepamamu
07. IuTanns 2
. . - - - 2
iMmyHonpogigakTHKH
PA3ZOM 14/12* | 32 | 32/20* 32 78

* y TOMy 4MCIli 32 YMOB JIUCTAHI[IMHOTO HABUYAHHS




HABYAJIBHA ITPOT'PAMA

HUKJTY TEMATHYHOI'O YIOCKOHAJIEHHSA
«ITATHOCTUHKA XPOMOCOMHHUX XBOPOBb»

(3a 04HO-32049HOIO (POPMOIO 3 CIIEMEHTAMH JIUCTAHI[IHOTO HAaBYaHHS )

Kona Haszga po3zainy, Temu
Posain Tema
1 2 3
1 ['eHeTHKA JIFOTMHH

1.1. MouiekyJisipH1 OCHOBH CIIaJIKOBOCTI.

111 Ponb HykiieiHOBUX KHUCTOT Yy 30epiranHi i peasizanii
reHeTHYHOI 1H(opmarrii

1.1.2. Tunu nykneinosux kucnotT - JJHK 1 PHK Ta ix nonximepna
OynoBa. [IOHATTS PO MEPBUHHY, BTOPUHHY Ta TPETUHHY
oynory JIHK.

1.1.3. Marpuuni nporiecu Ha JIHK - ayrocunTes Ta retepocunres.

1.1.4. 3narnicts Monekynu JIHK mo camoBinTBOpeHHS.
HamniBkoncepBatuBHMil crioci6 penyrurikaiii autku JJTHK.

1.1.5. Pubonyxkneinori kuciotu (PHK).
Iadopmariiina PHK (i-PHK), ctpykTypa, QyHKIii.
Tpancnoptaa PHK (1-PHK), crpykrypa, dyHKIii.
AHTUKOJIOHH, aKI[ENTOPHA JIUISHKA.
Pu6ocomansua PHK (p-PHK).

1.1.6. I'eHeTnyHMI KOJI, HOTO XapaKTepPUCTHKA

1.1.7. Posp HykeTHOBHX KUCIOT Y O10CHMHTE31 O11Ka.

1.1.8. [Ipornec TpaHCcKpuUMIIii.
[Ipouiec TpaHcAIii.
3BOPOTHS TPAHCKPHUITITsI.

1.1.9. I'enu Ta o3Haku. CyyacHe ysIBICHHS PO MOJIEKYJISIPHY
oprasizailifo reHomMa y e€ykapioT

1.1.10 ITonsiTTst po reH. AnenbHuii red. CTpyKTypa r'eHa.

1.2 I{yTo0T19HI OCHOBH CTHIaJKOBOCTI.

1.2.1. Ponp simpa 1 muTomiasmMu B CaKOBOCTI.

1.2.2. [HuTonoris siapa, HOTO MEPETBOPEHHS Y JKUTTEBOMY ITHKIT1
KIIITHHH.

1.2.3. Xpomocomu Ta XpoMocoMHUH HaO1p. OCHOBHI MOHSTTS.

1.2.4. Jlinilina nudepeHiioBaHICTh XPOMOCOM: T€HETUYHA
HEOJHOPIJIHICTH (€y- Ta TETEPOXPOMATUHOBI IUISHKH),
peruIikaliiia CTpyKTypa.

1.2.5 3B'A30K MK IMOBEAIHKOIO XPOMOCOM Ta PO3IMOI1IOM O3HAK -
OCHOBa XpOMOCOMHOI T€OP1i CIIaJIKOBOCTI.




1.3

Knituannii nuki. CTpyKTypHO-(YHKIIIOHaJIbHA OpraHi3alis
1HTEp(a3HUX Ta MITOTUYHUX XPOMOCOM

1.3.1. MonekynsipHa Ta HaMOJIEKYJISIpHA OpraHi3allis XpoOMOCOM

1.3.2. CtpykTypHO-(QYHKIIOHATbHA OpraHi3auis iHTepdazHux
XPOMOCOM.
YasTpacTpykTypa iHTEpdha3HOTO Sapa.

1.3.2.1 ['eTrepoxpomaTiit, €yXpOMaTHH Ta T€TEPOXPOMAaTH3ALLisl.
XpomMocoMHa TepuTopisi. ' eHETUUHMIT BMICT MOHSITTSL.

1.3.3. Miro3, ¢a3zu miTo3y.
Xpomocomu B MeTadasi MiTO3y: JOBKHUHA, JOKaTI3aIis
HEHTPOMEPH Ta 1HIII MOP(OJIOTIUHI 03HAKU

1.3.4 CtpykTypHO-QYHKIIOHATBHA OpraHi3allis MITOTUYHUX
XPOMOCOM.

1.4. CtpykTypHO-(QYHKIIOHATBHA OpraHi3alis MEHOTUYHUX
XPOMOCOM.

1.4.1. Meiio3 Ta ioro ¢asmu.

14.1.1. Kpocunrosep.

1.4.2. I'ameTorenes.

1.4.2.1. Oorenes

1.4.2.2. CnepmaTorenes
KiiniyHa reneTuka

2.1. CHaJIkoBICTh Ta YCHAJAKYBaHHS.

2.1.1. MomnoribpuiHe cCXpeniyBaHHS.

2.1.2. AHaii3 Ti0puIiB IEPIIOro MOKOJIHHSA. Y MOBU BUKOHAHHS
MPUHITAITY OJTHOMAHITHOCTI T10pH/IIB IEPIIOTO MOKOIIHHS.

2.1.3. [Tpukianu TOMIHAHTHUX Ta PEIICCUBHUX O3HAK Y JIFOJAWHHU.

2.1.4, AnenwHi renu. Kpurepii anenizma. Bzaemoist aneapHUX TeHIB.

2.1.5. I'enoTun Ta dheHOTHII.

2.1.6. MHOXUHHNE anenisM. MixkajieabHa KOMIUIEMEHTALIIS.

2.1.7. JluribpuiHe Ta MOJIIriOpHIHE CXPEIlyBaHHS.

2.1.8. 34deruieHe yCIaaKyBaHHS.

2.1.9. B3aemonist HealleTbHUX TeHIB.

2.1.10. B3aeMois reHoTHITY Ta cepeoBHIa y popMyBaHHI O3HAK.

2.1.11. MIiHJIUBICTB.

2.1.11.1. HecmnagkoBa opma MIiHAHBOCTI.

2.1.11.1.1. | Moandikaii. Hopma peaxiiii 3a 1aHOI 03HAKOIO.

2.1.11.1.2. | CratucTrnuHe BUPpaXKCHHS MOAU(DIKAIIMHOT MIHIIMBOCTI.

2.1.11.1.3. | OnHOoHampaBIeHUH XapakTep MoaudiKaIiifHOT MIHITUBOCTI y
OpraHi3MiB OJTHOTO BUTY.

2.1.11.1.4. | [IpakTnuyHe 3HAYCHHS MOAU(DIKAIIMHOT MiHJIUBOCTI.

2.1.11.1.5. | MenuuHi actieKTH MO (iKaIiitHOT MIHIUBOCTI1

2.1.11.7. CnaakoBi popMu MiHIHBOCTI.

2.1.11.8. MyrTariiiina MIHJIUBICTb.

2.1.11.9. Pi3HuI MK MyTalisiMu Ta MO (IKAIIIMHU.




2.1.11.10.

[TpyurHY BUHUKHEHHSI MyTallii

2.1.11.11 | Knacudikanis MyTamii.

2.1.11.12. | I'enHi myTalii, MOJIEKYJSIPHI MEXaHI3MH 1X BAHUKHEHHS.

2.1.11.13. | Jeneuii, 3amMiHM Map OCHOB, BCTABKH, TYTLIIKAIII.

2.2. [TopytieHHs 4ncia/CTPYKTypHU XPOMOCOM

2.2.1. I'enoMHI MyTallii (YMCIOBI aHOMaTI1).

2.2.1.1. MexaH13M1 BUHUKHEHHS T€HOMHUX MYyTaliid, eHOTUIOB1
TIPOSIBIICHHS

2.2.1.2. [Toninnoinii (Tpu- Ta TeTparioiaii).

2.2.1.3. AHEYII01/1i M0 CTATEBUM XPOMOCOMaM Ta ayTOCOMaM.

2.2.2. XpoMoCcOoMH1 MyTallii (CTPYKTYpHI repe0y 0B XPOMOCOM).

2.2.2.1. MexaH13MU MTOXOJI)KEHHSI XpOMOCOMHUX MyTaIlii, eHOTUIOBI
NPOSIBJICHHS, €BOJIIOIIIITHE 3HAYCHHSI.

2.2.2.2. TepMiHalIbHI Ta IHTEPCTUIIATBHI JAeJIe]].

2.2.2.3. Jynnukarrii.

2.2.2.4, [lepu- Ta mapaneHTpUyHI IHBEPCIi.

2.2.2.5. Tpanciokaiiii penunpokHi, poOepTCOHIBChHKI.

2.2.2.6. KinplieBi Ta TUIIEHTPUYHI XPOMOCOMH.

2.2.2.1. [30xpomocomu.

2.3. XpOMOCOMH1 XBOpOOH, 3arajibHa XapaKTepUCTUKa
(kmacudikariisi, €Ti0OJIOT1s, TATOTCHE3).

2.3.1. BuzHaueHHS TOHATTS XpPOMOCOMHHUX CHHIPOMIB

2.3.2. Kiracudikaiiis XpoMOCOMHUX CHHAPOMIB

2.3.3. BanTax XxpoMOCOMHUX aHOMAaJIi{ B MOMYJISIIII.

2.3.4. AHoOMaJii B CHCTEMI CTaTEBUX XPOMOCOM, 3arajbHa
XapaKTepUCTHUKA

2.3.4.1. Cunapom Illepemercrkoro-TepHepa

2.3.4.2. CunapoM Tpucomii X-XpoOMOCOMH.

2.3.4.3. Cunapom Knaitndenbrepa

2.3.4.4. Cunnpom nosicomii Y-XpoMocoMu

2.3.4.5. CrnpaBxkHil repMaGpOIUTHIM

2.3.4.6. 3MminiaHa qucreHesis roHall.

2.3.4.7. CtpykTypHi aHoMaii XxpomocoM X Ta Y Ta iX MPOSBICHHS Y
(dbeHOoTHIII.

2.3.4.8. Mo3zaiuni hopmMu CHHAPOMiB, 00YMOBJICHIX aHOMAITISIMHU B
CHUCTEMI CTAaTEBUX XPOMOCOM

2.3.5. AHoOMaJii B CHCTEMI ayTOCOM

2.3.5.1. YwucrioBi aHoMaltii ayToCOM: 9acTOTa BUHUKHEHHS, 3aJICKHICTh
BiJI BIKYy OQThKiB

2.3.5.1.1. | Mozaiuni i moBHi hopmu. OCOOTHBOCTI MPOSBICHHS B
dbenorumi

2.3.5.1.2. | Cuaapomu, 0OyMOBIICHI KiJIbKICHUMH 3MIHAMH ayTOCOM

2.3.5.1.2.1. | Cunapowm JlayHa.

2.3.5.1.2.2 | Cunapom EnBapnca




2.3.5.1.2.3.

Cunpgpowm Ilaray.

2.3.5.2. CTpyKTypHI aHOMaJIIl ayTOCOM Ta iX MPOSABJICHHS Y (EHOTHUI
Cunzpomu, 1MOB’sA3aH1 31 CTPYKTYPHUMU NIepedy0BaMu
XpOMOCOM (4aCTKOB1 (HEMTOBH1) MOHOCOMI1i)

2.3.5.2.1. | Cunapom Bonbda-Xupumxopna (Cunapom nenerii KOpoTKoro
ieya XpoMOCOMH 4).

2.3.5.2.2. | Cungpom “kotsuoro geMeHnty” (Cunapom aenerii KOpoTKOoro
1ieya XpoOMOCOMH 5).

2.3.5.2.3. | Cunapom aelnenii KOpoTKOro miedya XpoMocomu 9.

2.3.5.2.4. Cunapom Axo6coHa (CUHAPOM Jiesielii IOBroro mieya
xpomocomu 11).

2.3.5.2.5. Cunapom Op6eni (CUHAPOM Jienelii I0Broro mnjieya
xpomocomH 13)

2.3.5.2.6. | YacTkoB1 MOHOCOMIT IO XpomMocomi 18:

2.3.5.2.6.1. | Cungpowm ae ['pymu (CHHIPOM Jenellii KOPOTKOTO Iieya
xpoMocoMmu 18 )

2.3.5.2.6.2. | Cunapom jelnerii J0Broro mieda xpoMmocomu 18.

2.3.5.2.7. | Cunapowm jelnerii J0Broro mieda xpomocomu 21.

2.3.5.2.8. | Cunapowm jelerii JOBroro mieda XpoMocoMu 22.

2.4. XpoMocoMHUM TTOTIMOPGI3M y JTFONHHU.

2.4.1. [Tomimopdizm o C-reTepoxpoMaTHHY

2.4.2. [Tomimopdizm o Q-reTepoxpoMaTHHy

2.4.3. [Tomimopdizm o AVYP (siaeprieyTBOprOIOYNM paiioHaM).

2.4.4. YacTtoTa BUHUKHEHHSI XpPOMOCOMHMX aHOMAJiH Ta ix
BHYTPIITHLOYTPOOHA eTiMIHAITIS.

2.4.5. XpoMOCOMHI aHOMAJIii MPH CAMOBUIPHUX BUKUIHAX Ta CEPeT
MEPTBOHAPOKEHHUX

2.4.6. CuHapoMH, SIKi CYITPOBOJIKYIOTHCSI HECTAOUIBHICTIO XPOMOCOM

2.4.6.1. Cunapom Jlyi-bapa.

2.4.6.2. [lirmenTHA KCcepoepma.

2.4.6.3. Cunapom biroma.

2.4.6.4. Anemis daHKoHI,

2.4.7. CmaiIkoB1 CHHIPOMH, TTOB’ 13aH1 3 MIKPOAHOMAJISIMU XPOMOCOM

2.4.7.1. Cunapom Jlanrepa-I'ineoHa.

2.4.7.2. Cunnpowm Ilpagepa-Bimri.

2.4.7.3. Cungpom AHrejnbMaHa.

2.4.7.4. PernroOnacroma ta nenenis 13q14.

2.4.8. XBOpPOOM TEHOMHOTO IMIIPUHTHHTY.

2.4.9 Cunnpom crienrigHOT JaMKOCTI X-XpOMOCOMH: CHHIIPOM
fraX(q27).

2.4.10. [H111 BapiaHTU XPOMOCOMHOI MATOJIOT11, 1110 OB’ sI3aHi 3
MIKPOJCNCIIIMHU Ta MIKPOIYTITIKAIISIMU

2.4.10.1. SBHIIIE XPOMOTPHUIICHUCY.

2.4.11. Peabinitaiiist namieHTiB 3 XpOMOCOMHOIO MATOJIOTIE€R0




2.4.12.

PeaOuniTariisi ciMeld, Jie € XBOpU 3 XPOMOCOMHOIO ATOJIOTIENO.

2.4.13. [Insgxu mOKpaIIeHHs T0MOMOTH XBOPUM 3 XPOMOCOMHOIO
ATOJIOTIEI0.
MeTo1 1iarHOCTUKH XPOMOCOMHHX XBOPOO.

3.1. [uToreHeTuyH1 METOIU JIATHOCTUKU XPOMOCOMHHUX XBOPOO Ta
1X 3arajibHa XapaKTEpUCTHUKA.

3.1.1. JlocnipKeHHs] KaploTHITy.

3.1.2. ITokazaHHs AJ1s1 IPOBEICHHS XPOMOCOMHOI'O aHAI3y.

3.1.3. Meronu oaepkKaHHs XpOMOCOMHHMX Mpenaparis 3 610J0r14HOT0
MaTepiainy.

3.1.4. AHaJi3 cTaTeBOro XpOMaTUHY.

3.1.5. Oco0auBOCTI 0OPOOKH KYJIBTYPH KIITHH JIJISl OJICpKAHHS
MITOTHYHHUX XPOMOCOM.

3.1.6. Metonu oTpuMaHHs XPOMOCOMHUX MPenaparis 3 JTIMQPOILUTIB
nepudepiitHoi KpoBi.
HaniBmikpomeTo KynbTHUBYBaHHS JiM(GOIUTIB niepudepiitHoi
KPOBI.

3.1.7. Meron ikcarii KyJbTypy KIITHH.

3.1.8. OTpuMaHHS TpenapaTiB XpOMOCOM 13 O10MTaTy BOPCUHYACTOTO
XOpIOHY.

3.1.9. Metoj KynbTHBYBaHHS KJIITHH aMHIOTUYHOI PIUHHU.

3.1.10. Merton orpuMaHHs MeTada3sHUX IUIACTUHOK 13 010NITATy HIKIPH.

3.1.11. Merton otpumaHHs MeTada3HUX IUIACTUHOK 13 MaTepiary
CITIOHTAaHHUX a0OPTYCIB.

3.1.12. Merton otpuMaHHs MeTada3HUX MUIACTHHOK 13 OiomTaTy
3JIOSIKICHUX TTYXJIMH.

3.1.13. Merto oTpuMaHHS TIpenapaTiB mpoMeTradasHUX XPOMOCOM.

3.2. Metoau 3a6apBICHHS XPOMOCOM.

3.2.1. Merton 3abapBiieHHs 111 OTpUMaHHS Q-CETMEHTOBAHUX
xpoMocoM (QFQ-meron).

3.2.2. Merton 3abapBiieHHS 111 OTpuMaHHS (G-CETMEHTOBAHUX
xpomocoM (GTG-meron).

3.2.3. Merton 3abapBneHHs 11t BUB4eHHs1 C-reTepoXpoMaTrHa
(CBG-meTon).

3.2.4. Merton 3abapBiieHHS I OTpUMaHHS R—cerMeHToBaHUX
xpoMmocoM (RHG - meton).

3.2.5. Merton 3abapBieHHs 115l BUSBIICHHS PAaHOHIB XpOMOCOM, 10
YTBOPIOKOTH sijepus (Ag-MeTon).

3.3. HomeHknaTypa mo3HadeHb B IUTOTEHETHYHHUX JTOCITIDKCHHSX.

3.3.1. TepmiHoIOrisl, CHMBOJIH.

3.3.2. InenTudikaiiis 1HIUBITYATLHIX XPOMOCOM.

3.3.3. ITo3HaueHHsT OKPEMUX CETMEHTIB.

3.3.4. [To3HaueHHS! YUCIOBUX aHOMAJIIN Kap1OTHUILY.




3.3.5.

[To3HaueHHS CTPYKTYpHUX MEpeOyAO0B, SIKI BUABISIIOTHCS
MeToAaMu JudepeHIiiitHoro 3abapBiIeHHS.

3.3.6. [IpaBuna opopmiieHHs pe3yJbTaTIB HUTOT€HETUYHOIO aHaJi3Yy.

3.3.6.1. [utoreneTnyHMi aHaIi3 NOBHUX Ta MO3ai4yHUX (Hopm
KUIbKICHUX aHOMAaJIii KapioTHITy.

3.3.6.2. XPpOMOCOMHUM aHali3 IPU CTPYKTYPHUX NepeOy0oBax.

3.4. MounekynsspHO-IIUTOI€HETUYHI METOAH 11arHOCTUKU
XPOMOCOMHHX XBOPOO.

3.4.1. Merton ¢iyopecueHTHOT riopuansanii in situ Ta foro
MoaudiKarii.

3.4.2. [TpuHMny i1eHTH(IKALIT XPOMOCOM 3 BUKOPUCTAHHSIM
xpoMmocomocnienudigaux JIHK-30H11B.

3.4.3. [IpaBuna oopmiieHHs pe3yabTaTiB MOJIEKYISIPHO-
IIUTOTCHETUYHOTO aHaJI3Yy.

3.5. ABTOMAaTH30BaH1 CUCTEMH JIOCTIIPKEHHS KaploTUIy.

3.6. MonekynsipHO-TEeHeTHYH1 METO/M IIarHOCTUKY CIaJIKOBOT
MaTOJIOT 1.
Menuko-TeHeTUYHE KOHCYJIBTYBaHHSI

4.1. [TpuHIMNY MEIUKO-TEHETUYHOTO KOHCYJIbTYBAaHHS IMAaIlI€HTIB 3
XPOMOCOMHOIO MaTOJOTIETO.
[TpuHIIMIIY TpEeHATaNbHOT J1arHOCTUKA XPOMOCOMHUX
CHUHJIPOMIB

5.1.1. [TepenimMmanTariiiina giarnoctuka. Oco6IUBOCTI
3aCTOCYBaHHSI.

5.1.2. Metoau peHaTaabHO1 JIaTHOCTUKH CIIaJKOBUX XBOPOO.

5.1.3. IToka3aHHs Ta TepMiHU IPOBEJCHHS HEIHBa3UBHUX METO/IIB
peHaTaabHOI AlarHocTUKH. [lepeBaru Ta oOMeKeHHs
3aCTOCYBaHHSI.

5.1.4. BuznauenHs 610XIMIYHUX MapKepiB XpOMOCOMHOT ITATOJIOT 1]
IJIOAY.

5.2.1. bionicig xopiony. [lokazanus mist 3actocyBanss. TepMminu
POBEJACHHS.

5.2.1.1. [{uToreneTnyHa AiarHOCTUKA XPOMOCOMHUX TMpEnaparTis,
OTPUMaHUX 3 O10MTaTy BOPCHHYACTOTO XOPIOHY

5.2.2. AwmmnionenTes. [lokazanns ais 3actocyBaHHs. TepMmiHu
IPOBEACHHS

5.2.2.1. [{uToreneTnyHa AiarHOCTUKA XPOMOCOMHUX MPENaparTis,
OTPUMAHUX 3 KIITHH aMHIOTUYHOT PITUHHU.

5.2.3. Kopnonentes. [lokazanns qis 3actocyBanHs. TepMmiHn
POBEACHHS

5.2.4. [TokazaHHs, IPOTUIIOKA3aHHS, YCKIAIHEHHS Ta TEPMIHU
MIPOBEICHHS 1HBA3UBHUX METOJI1B JOCIIKEHHS.

JdonaTkoBi nporpamm:
8.1. [TutanHs IMyHOTPOPLIAKTUKHU




HEPEJIIK ITPAKTUYHUX HABUYOK
JJIA HUKJTY TEMATHYHOI'O YIOCKOHAJIEHHSA
ITAT'HOCTHUKA XPOMOCOMHHX XBOPObBb»

(32 04HO-32049HOIO (POPMOIO 3 CIIEMEHTAMH JIUCTAHI[IHOTO HAaBYaHHS )

Ne 3/m Ha3pa npakTH4HOI HABUYKH

1 Bonoaitu MeTogoM OTpUMaHHS XpOMOCOMHUX MpernapaTiB 3 JIM(OIUTIB

nepudepiifHoi KpoBi

2 Bonoaitu TexHosnoriero nposeneHHs Q-Meroay nudepeHiinHoro

336apBJ'ICHHSI XpOMOCOM.

3 Bonoaitu Texnomnoriero nposeneHas G-merony nudepeHIiiinoro

336apBJ'ICHHSI XpoMOCOM

4 Bonoaitu TexHOOTi€10 POBEEHHSI BUOIPKOBOTO METO1Y 3a0apBiIeHHS

xpoMmocoM (C-meTon)

5 Bonoaitv TeXHOIOTi€10 METOly OTPUMAaHHS MpernapariB npomMeTadazHuX
XpOMOCOM
6 Bononitu TexHomoriero aHanizy npenapariB npoMeradazHux Ta

MeTadazHuX XpOMOCOM

7 Bwmit opopmuTH pe3ynbraTé IUTOTE€HETUYHOTO aHAli3y

8 Merton dmroopectieHTHOT ridpuau3arii in situ

9 Bwmiti opopmMuTH pe3ynbTaTi MOJIEKYISIPHO-IIUTOTEHETUYHOTO aHAII3Y




N o a ~ w DN PE

HEPEJIIK IIMTAHD /10 3AJIIKY
JJIA HUKJTY TEMATHYHOI'O YIOCKOHAJIEHHA
ITA'HOCTHUKA XPOMOCOMHHUX XBOPObBb»

(3a 04HO-32049HOIO (POPMOIO 3 CIIEMEHTAMH JTUCTAHI[ITHOTO HAaBYaHHS )

Ski ICHYIOTh TUIIH HYKJIETHOBUX KHCJIOT? OnucaTu ixX mojiiMepHY Oya0BY.
Sk Ha3UBaIOTHCS HYKJICOTHUIH, sIK1 BXOJsTh 10 ckiany JIHK 1 PHK?

SIki BIacTUBOCTI Ma€ TeHETUYHUN KO ?

Sxi Tunu mytauiit Bu 3naere?

o take ren? Aki pakTopy BILTMBAIOTH HA €KCIIPECIIO TeHIB?

Po3BuTOK ysiBiIeHb 1po OyAOBY siapa. Ska poiib siapa B CHaAKOBOCTI?

XpoMoCOoMHa Teopisi CIIaIKOBOCTI (200 10 JIEKUTh B OCHOB1 XpOMOCOMHOT

TEOpii CIIaJKOBOCT1), OCHOBHI MMOJIOKECHHS.

8.

BuzHnauutu pizHUIIO MK 1HTep(a3HUMH Ta MITOTHYHUMU XPOMOCOMaMH Ta

oOrpyHTyBaTH ii. OXapakrepu3yBaTu (PyHKIIi XpOMOCOM Tij Yac pi3HUX ¢a3

KIIITHHHOT'O IMHKITY.

9.

10.

Axi Bu 3naete moaudikarii MitTozy?

Ska ponb reTepoXpoOMaTHHY ITi/T Yac Moty KITTHH? SIka pi3HUI MK

reTEPOXpPOMATUHOM Ta €yXPOMATHHOM.

11. Ommcatu mporiec MiTo3y.

12.  Ommcatu mporiec Meno3y.

13. Ska pi3HUIA MiX MITO30M Ta Me€030M? 3HAUCHHS MITO3Yy Ta MEHO3Y IS
Oprasizmy.

14. IIlo Take ,,KpOCHUHrOBep”, HOrO 3HAYECHHSI.

15. o Take ,, JIiHiitHU#] IMOIPUHTHHT, TATH 3araIbHY XapaKTEPUCTHUKY.

16.  OnumriTe poIec crepMaToreHesy.

17. Sk BinOyBaeTbcs 0oTreHe3?

18. o Take moHOTIOpHUIHE cxpenryBaHHA? HaBecTn nmpukiagm JOMIHAHTHHX Ta

PCOCCUBHUX O3HAK Y JIOAWHHU.

19.

[{o Take nuriOpuaHEe Ta MOMIriOpUHE CXpEUTyBaHHS ?



20.  Sx1 popmu minnuBocTi Bu 3naere?

21. VuinapeHTHa aucoMist (0JHOOATHKIBChKA TUCOMIA ), 3arajibHa XapaKTEPUCTUKA.
[lepepaxyBaTu CUHAPOMH, 1110 OB’ S3aHI 3 YHIIAPEHTHOIO THUCOMIEIO.

22. ]latv BU3BHAUYCHHS MOHATTA «XPOMOCOMHHMI Mo3aininu3mM». JlaTu BU3HAYEHHS
MOHSATTS «XPOMOCOMHUHN TOJIMOPPI3M».

23.  SIki 3aCTOCOBYIOTBHCSI METOU VISl TOCHIIPKEHHSI XPOMOCOMHOTO MOIIMOp(13My
Ta XPOMOCOMHOT'0 MO3aillU3My Y JIOIUHU?

24. lluToreHeTHYHA XapaKTEPUCTHKA XPOMOCOMHOTO MO3aillu3My Ta
XpoMoOcoMHOTo nojaiMopdizmy. Ha sikomy eTari oHTOreHe3y MOKJIUBO
IUTOTEHETUYHO JIarHOCTYBAaTH XPOMOCOMHHI MO3Ail[U3M Ta XpOMOCOMHUH
nosrimopizm?

25.  SIxi MeauyHI Ta coIllaibHI MPOOJIEMH TTOB’ 3aH1 3 XPOMOCOMHHUM MO3aiI[U3MOM
Ta XpOMOCOMHUM MOJIMOphi3MOoM?

26. o Take kapiotun? SIKi moka3aHHs JJI MPOBEJICHHS KapiOTUITYBaHHS ?

27. IlepepaxyiiTe METOU OJIep>KaHHS XPOMOCOMHUX MpENapaTiB.

28. 3 axoro 610JIOT1YHOTO MaTepiaay MOKHA OJIepKaTH XPOMOCOMHI MpenapaTu?
29. Omnwucatu METOJ OJICP>)KaHHSI XPOMOCOMHUX IIpenapaTiB i3 KyJIbTypH
JTiM@oIuTiB.

30. Omucaru MeTOT OZIcpP’)KaHHS XPOMOCOMHHUX IPEIapariB i3 KyJbTypHu OlonTaTy
IKIpH.

31. Ommcaru MeTOA OJEPKaHHSI XPOMOCOMHUX TIPEMapaTiB 13 KIITHH aMHIOTHYHO1
PIIUHHU.

32. Ommcaru MeTOA OJepKaHHs MpoMeTada3HUX XPOMOCOM.

33.  SIKi iICHYIOTh METOIH JOCIIKEHHS KapIOTHUITY JIFOJUHN?

34. IlepepaxyiiTe OCHOBHI METOAM 3a0apBIICHHS] XPOMOCOMHUX Tpemnapatis. Ski
cdhepu 3aCTOCYBaHHS KOKHOTO 3 TIEpepaxOBaHUX METOJIIB BU 3HAETE?

35.  Sxi ocHOBHI mpaBmiIa qudepeHIliiHoTO 3a0apBIECHHS XPOMOCOMHHX
npenapatib 3a GTG-meTonom? OnucaTu TexHIKY nudepeHiiHoro 3a0apBaeHH 3a

GTG-MeTo10M XpOMOCOMHUX TPETapaTiB IS ITUTOTEHETUIHOTO JTOCITIIKEHHS .



36. Omnucaru TexHiky audepeHiiitHoro 3adbapsienns 3a CBG-metogom
XPOMOCOMHHUX TpenapariB IJis IUTOTEHETUYHOTO TOCTIIKEeHHs. SIKi OCHOBHI
npaBuiIa IudepeHuiiHoro 3adapBieHHsI XpOMOCOMHHX Ipenapartis 3a CBG-
METOA0M?

37.  SIxi ocHOBHI MpaBwiIa TU(PEPEHIIHHOTO 3a0apBICHHS XPOMOCOMHUX
npenapatib 3a QFQ-meTtogom? Onucatu TexHIKy TU(EpeHIIHHOT0 3a0apBIeHHS 3a
QFQ-MeTo10M XpOMOCOMHHMX MpernapaTiB sl IUTOTCHETUYHOTO JTOCIIKEHHS.

38.  SIxi ocHOBHI MpaBwiIa TUQEPEHIIHHOTO 3a0apBICHHS XPOMOCOMHUX
npenapatis 328 RBG-metonom? Onucatu TexXHIKy TudepeHiiifHoro 3adapBieHHs
XpOMOCOMHHUX Tipenapatis 3a RBG-meTonom.

39. Illo Take XpOMOCOMHI aHOMaJTii Ta IK BOHM MOXYTh BIUTMBAaTH Ha
BHYTPIIIHBOYTPOOHY eiMiHaIi0 MIoay? SIK po3paxoByeThCS YACTOTa XPOMOCOMHUX
aHOMaJIiii Ta iX BHYTPIIIHBOYTPOOHOI eliMiHaIlii.

40.  SIxi XpOMOCOMHI aHOMaUTiT HAUOLIBII YaCTO BUSABJISITH IIPH KapiOTUITYBaHHS
Marepiajay CIIOHTaHHUX abOPTYCiB, Mi3HIX BUKUIHIB Ta MEPTBOHAPOKEHUX ?

41. Illo Take BpOKEHI By PO3BUTKY?

42.  SIxi XpOMOCOMHI aHOMaJTii BUSABIISAIOTH Y KapIOTHII TAIIEHTIB 3 BPOKEHUMH
BaJIaMHU PO3BUTKY?

43. JlaTu BU3HAYEHHS XBOPOO, 1110 00YMOBJIEHI aHOMATISIMUA CTATEBUX XPOMOCOM.
44,  SIxa nomyssiiiiHa yactota cuaapmy llepemeBcekoro-TepHepa Ta CHHAPOMY
TpucoMii X-xpoMocomu? SIKi IUTOTEHETUYHI 3MIHH BUSIBIISIOTH IPU CUHAPOMI
[IIepemeBcrkoro-Tepuepa?

45.  SIxi 0coOJMBOCTI KIIIHIYHUX O3HAK Ta J1arHOCTUKH IIPH CHHAPOMAaX
[IepemeBcrkoro-Teprepa Ta momicomii-X? Akuii BiTalbHUN Ta COIIATBHHM
nporuo3u npu cuapomax lllepemescekoro-TepHepa Ta Tpuio-X?

46. SIxi migxoam 10 qudepeHIiHOT JIarHOCTUKHA XBOPOO, 110 00yMOBJICHI
AHOMAJIISIMHA CTaTEBUX XpPOMOCOM?

47.  SIKi iCHYIOTh MEJIMYHI Ta COLIaJIbHI MPOOJIeMU MPU CUHIPOMAX, 1110

00yMOBJICH1 aHOMAJTISIMU CTaTEBUX XPOMOCOM?



48. Slka momynauiiiHa yactota cunapomy Kialindensrepa ta monicomii Y ? fki
0COOJIMBOCTI KIIIHIKHU, JIarHOCTUKH Ta MpoduiakTuku cunapomy Knalindensrepa?
49.  S$Iki UMTOreHEeTHYH1 3MIHU BUSBIISIIOTH ITpU cuHApoMi Knalindenbrepa?

50.  Slka yacToTa, KJIIHIYHI IPOSBH Ta MIAXOU 0 JIIKYBAHHS CUHAPOMY TMOTICOMIT
Y? Slka UMTOreHeTHYHA XapaKTEPUCTHUKA CUHAPOMY mojicomii Y?

51. Omnwmcaru CHHIPOMH, MOB’SI3aH1 3 CTPYKTYPHUMU NIEpeOy10BaMHU XPOMOCOM -
YaCTKOB1 (HETIOBH1) MOHOCOMII.

52. llepepaxyBaTH TUIH CTPYKTYpHUX MepeOy0B ayTOCOM Ta ONMUCATH MEXaHI3MU
1X BUHUKHEHHS.

53. CrpykrypHi nepeOy10BH SIKOi XPOMOCOMH BIJI0YBAIOTHCS TIPU CUHIPOMI
Bonbsda-Xupmrxopua?

54.  CrtpykTypHi iepeOy10BH sIKOi XPOMOCOMH B10YBAIOThCS IPU CUHIPOMI
“KOTSA40r0 KpuKky?

55.  CrpykrypHi nepedyn0BH SIKOi XPOMOCOMH BII0YBAIOTHCS TIPU CUHIAPOMI
JeNellii KOpOTKOTo Ijiedya XpoMocoMu 97

56. CrpykrypHi nepeOym0BH SIKOi XPOMOCOMH BI0YBAIOTHCS TIPU CUHIPOMI
Sxobcona?

57. CrpykrypHi IepeOy10BH SIKOi XpOMOCOMH BiJIOYBaIOTHCS IIPU CUHIPOMI
Op6emni?

58. Jlatm XapaKTepHCTUKY YaCTKOBUM MOHOCOMISIM 1O XpoMocomi 18.

59.  CrpykrypHi nepe0OynoBu IKOI XpOMOCOMU BiJOYBAIOTHCS MIPH CHHAPOMI JIe
I'pymm?

60. CrpykTypHi nepedy10BU SKOI XpOMOCOMH BiIOYBAIOTHCS TIPU CHHIPOMI
9aCTKOBOI MOHOCOMI1 JIOBroro ieda XxpoMocomu 187

61. XTo Brepiie i 3 AKOI0 METOIO 3aCTOCYBaB METOJ riopuaun3aiii in situ? ki
mpoOIeMU MOKHA BUPIIITUTH 32 JOTIOMOTOIO IIEOTO METOIY?

62. Sxi nepeBaru FISH-meTony nepen ribpuauzaiii€ero in situ 3a 101oMororo
MiueHoro Tputito? Jle 3actocoByeTbest FISH-mMeTon?

63. Illo moxHa BusiBUTH B iHTepda3HuX sapax 3a nornomoror FISH-merony?



64. SIxi npoOiemMu MOKHA BUPILIUTH Ha piBHI MeTada3HUX Ta mpoMeTadazHux
xpoMocoM 3a pornomororw FISH-meTony?

65. ki momudikauii FISH-meTony Bu 3HaeTe 1 1€ iX 3aCTOCOBYIOThH?

66. Illo Take «ABTOMaTHU30BaHi CUCTEMHU KapioTunyBaHHs»? JlaTu 3aranbHy
XapaKTEPUCTHUKY. J/le 3aCTOCOBYIOTh aBTOMATHU30BaH1 CUCTEMH KaplOTUITYBaHHS?
67. IlepepaxyiiTe roIOBHI NPUHIUIINA MEIUKO-TEHETUYHOTO KOHCYJIbTYBAHHS
NaIIEHTIB 3 XPOMOCOMHOIO NaTOJIOTIE0.

68. SIxi MeTonu mpeHaTadbHOI 1IarHOCTHUKU XPOMOCOMHOI nartosiorii Bu 3naere?
69. Illo Take Giomcis XOpiOHY, aMHIOIIEHTE3 Ta KOpaoueHTe3? ki iCHYIOTh
MOKa3aHHsI, MPOTUITOKA3aHHS Ta TEPMIHU IIPOBEJICHHS 1HBA3MBHUX METO/I1B
JIOCIIIPKEHHS.

70. o take xpomotpurnicuc? JlaTu 3arajibHy XapaKTepUCTUKY SIBUIILY

XPOMOTPUIICUCY.
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